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EREMRZENERZEHEDOSE 6 BRTICLET

FRPIRITA 7 N R RFAT L, AARSCHHITEE THSIIEAIRILE 720 F L. 2024/2025 &
— X NEA 7 A/HINIpdm09 ZHLE L7EiifTTh Y, FPRAEOME 2 & e EiERNZ\ ) &
DHEPREHN O FE LN TVET.

2O LI, RARCE EREREONaIZ@EETULND 2 ENZNHLOTTN, TRERFEMIC
T L, FWﬁi(fW%&%i)kaﬁﬁﬁé EIX, BRREICSZ BN RHETT. FLARERIE L
TIE, AIDS BE BT H=a—FLAF X (B VY =) ik, ©aVEe  iEE, U N~A FOMEFEME
CHTA IR L é/J\Eﬁfiiﬁ EMZBETLNET VY. ZNOIEEHTREFSHZO0HIZEE D E L
7.

JEFIEE 1L, BRI CIIR W ER L WME =27 v ARG ENET. £ < OEFRENETI4
ZATDITTIEH Y FEAD, BRREHCE R ER L CENINTLED &, PRI R D2 L
WHYET. 6%, BIKRENSEE TS SR HIIMm TEETT.

%@%%<®&%%wtﬁé,%ﬁﬁﬁlﬁ,%%mﬁlﬁ,FW$i7ﬁ@ﬁ9ﬁ® R 2F g B
ZEMNTEELE., 0BT SHOBEIRICENDE SPRLINTND EEEL TWET.

LD E H RO OITIE, BB &%éﬁ@ﬁ%m&%ﬁ#Tkaf E R i LAY bl A % o
7, FRCHREZER - RUBEMESEAEDOS KR ZHEBKC, OXVEEHR L BT ET.
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Glycogen Storage Diseases
: Unmet Need and Advances in Diagnosis and Treatment

EARER R EFZRESR A RS
AT
Department of Hamamatsu Child Health and Development, Hamamatsu University School of Medicine
Tokiko FUKUDA

D

FERRIX, 7V a—7 ARk - R, FREERES OB KBS AR I L VB Z SN DKBRET
b5, BEFI I, VI, IX 87 SICHBLT AR ERSC, DEFRIRSa— 0 A X —FRER EOR
FPET LB TWD D, FERURICIT 15 REBLLENTFET D720, HKERICKY, FR—EKERTH-
THHASCEFIELIC LY, GEk (R, FFEEZ, (Kb, 04K, OiE, BREEZR L) SCHREER
Bx THD. BEFIS VL, IX BT FH% BIFRIEFINZ O, %< O FRE CIXESAHENHER L, A8 F
MM E 25 &0 72 < Te\. RRTIE, HEEUR O 2R MENTIRIEZ: & REMEOHEIC T 52 < OBFRHT &
2 H, BEEUR Ib B O I P ERFERERE FE 12k 2 ) R U U A/ 7 a— 2 LR 2 (SGLT2) FLEEKOH -
72 HESE, Pompe J75 DEEFAH FEIEZ O LWREIAL FERUE 1 AUZK3 2 mEARST M BIFRIEOA )
PEZR Y, BEEURICBIT DR L T Ay F=— R OWTHER T 5.

X —U—R: BEFUR, Z7VERTIIE, SGLT2FHLE K, Pompelis, B4 35 7o meis

(k&=

FEIRORIX, 77U a—7 ARk - iR, kORI
DFEFRACHIE R BT LD 15 UL EDEEEE
EREHETHD. WTHHHDEEBTH LD, HiR
Jr OARFAPRIETH 2 BERE 1 HRE, 2R RHK b
X7V a— BRI L FEK R EOIREHIE K
ZRlEEITZEFE<mbBNTWS.

FEIRUR D 2% < OFEERTIE, FEFER 15 & RERICH
MRz a—rrinERET L0, 7 a—>7 U ERK
DEEIND 7Y a—7 Gkl R (B EH
07%) TiX, MfkD 7Y a—7  n3iEig T 5 7= ol
FERIFE S0 BT 570 a—4> ros
VL BERUR TR & TV Rl o 7 a—u b
By, M BT 7Y a—FrFRARY 7—ER
TV a—F U OGNS 4 SO T v a Vi E
LT ol 4 SN LDV EAKRY Z

2025 1 H 4 H =ff, 202541 H4H =
Corresponding Author: #f#H 421

T431-3192  Ff] A i o S X L 1-20-1
TEL & FAX:053-435-2312-053-435-2311

E-mail: toki-fkd@hama-med.ac.jp

—PRATHEZ ~U v (PLD) NEREL, IV AITIX
A D72 L EEHDOEVREEN D 7 ) a—47
Y RV 7 naty) REET . FEEUR O KER
FOL NTHIIEIZAFAET D8, 1 RBERR O K8
gk, 7V a—2-6-5k A7 7 % —+E (G6Pase) F/]>
Ja{& (endoplasmic reticulum : ER) (Z777E L, Pompe
i (I BUBEIRDR) O K4BEESR, BET V7 7 7 v a
HE—RIETA S —AND T a—F SR
T 5EFETH Y, Pompe Ji (T HEUR CTHE—D A
V—AFTHD.

FEIEUR O £/ ERERIE 7 U a2 —7 > OGN
SIMAITATOILD I, B#A, L TH 5. HERE
VAL & AN R Z d, TSR3 2 IR bE U
o1, M (FmiEETe), VI IX B (FHiEE
HHO IXd B A FRLS) TIE 7V a—»7 U EREIC L
HNFNER & 7Y a—5 ks (18 Sl
HEEIND) I HIERMPENEC D, FFEKR S
M IHEER O hall mark Th D EfikshsZ &
ML, BEEIROEBRIZL Y, £7-R—KHRTH
STHY T HA TEIEEIZ LY, FRENRE-CAER
(FFRER, (B, 5 /KT, OE, BiEE e &)
3% TH D . FHAFERUR O RENRE TH DR
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=1 HRHBIE, ITE IITE IVE, PGMI-CDG OREBFLEBEGF

EEH RIEREZR BT {7y
I A—Z-6-TRRIT7PH—t
HEFERIR Ia (G6Pase) G6PCT AR
(von Gierkef®) TN A—R-6-1 ) JEERS D AR—5—
Ib (G6PT) SLC37A4 AR
fEERIIE (PompefA) Bt LY —E (GAA) GAA AR
R (VAT
ITIa 2Jrxo—tP+h7R
. ., | TIT—ERIE)
Ja—ny ZLZZERA)
FEERTIIR Eommes |H=IMNYESYRL 0 AR
JIS5—ERi8)
I1d et (FZ R0
S—HEMRE)
HEEHBIVE! (Andersenf®) | FUI—5Uo0EER (GBE) GBET AR
PGM1-CDG RART I ALY — PGM 1T AR

AR; EYOREM, CDG; RSV o v A L BREE.

7 VL (McArdle 9% ; iR AR Y 7 —EBXHEIE) T
%, BHHOMBERDOEEIZL D ATP FEANEE
S, BRI T E BT 7 & OB S EE) R
BN AL D.

B D IRIETEIZ SN T, RS 18, VI A
IX Bk A0 BRI ORFRE D 1L B S
ATV DA, FERIEOBREBIC L VIGEIEIZR R S,
FEJI 15 ClE PLD RO 7= OIS T35 I A8
F—RMHIEICKT L, B X R B U RICH
MERME STV D, FERDRE IV B CII R FE
DOEIMEIT 5 a o R IR+ T, FFZE
DSEAT S DIEBNT 5 LATRBAE 23T 041 % . Pompe J7

CHERUR 1T %) CIdss 2 R o B Rk
(enzyme replacement therapy : ERT) 23Tii15.

BEEUR VI, IX A (PHKG2 %% ; IXe A% BR<)
T T BAFRIEBIN 20D, £ < OFEFH CIIE
HEOHER MBS 2. BERIE TR T34 A0
% - IR 2 LM IE  (hepatocellular
adenoma : HCA) NHIBL L, —&I3/HFH a2 A

(hepatocellular carcinoma : HCC) & 72 %729, 4%
RN TOILD . FEEUR Ib B Cldid  ERg e &
DSHBLL, Af FPERBERE R 5 I L KT~ 2 S EME IR
DOEPEEDE N, T, T N A/ T va—adk
Witk 2 (SGLT2) PREHOFIMEIRSh, i
TRHEREDS RIS L DT> 72, Pompe 5 (BEJRUR
I %) Ti%, ERT RICAEGFHMOERE /R EI2XD,
HARIEE CTIXB & 20> Tl 7e o 7o HFARAR R R 70 &
DT 72 FRBRDBMESL S, FiT-2 T v Ay h=—
AMAET TS,

ARG UL, FERR OHEAR LI OV T L E 2 —
179

1. pEIEUR 18
1.1, KEIFUR TR OEBEMS (£ 1)

PEEGE T AL, Zla—R6-KAT 7 H—F

(G6Pase) FékE (ER T2/ /L= —2%-6-U % (G6P)
LY R L, ARk S iz /v a3 — R % ER S~
EEd HHE) OEETH S, 1af! (G6Pase 2JE :
PABEIE - G6PC) &, b %! (G6P % ER WNIZHLY
AFx, TEERY VAR AIRENICES T DR Jva
— 2-6-V U b T AKR—H — (G6PT) KIBJE :
SCL37A4) 23d 5.

FERIR 1R CIX 7 ) a— 5 Uiz Nz 7 v 2 —
AFEDEEIND 20, HRBERRO T Tt &
LVMEIME S 5 34 BFF CHET 5. 1, &, 15
BTV a—F U RNER&ICERTHZ LT, 4
fiE SNIRWIEETHD GOP N EFRTHZ LItk
ERIMAEZ X 72 U, lidas(ZhBlA © &/ L, IBIITZ2
Erxi=d). KMFE/FOLRT > R—v A, @R
FeifiE, RS, sfme EAELD. b BT
il Ta B E Tb BN HGE T A IERSCPT RSN Z,
B TP ERFERERE S, 4F T ERIBUVDIE, ShIRett, RAEME
AR .

1.2, BEFHR IO T v Ay h=—2X (F£2)

PEIRUR T RCIX, EERFERE (DEHERIE 2
— AT E v a fE, JLbE, FLEE, TT 0 b
— ZADOEEHIPR) AV ETH L. FMHAEIHEL LT
lgasbEs (HMEE, BHEREER ) AHEL, &
RKIRT Ay h=—=XThD.

HCA 7% 10 % 6 B9 5. Rake HIE, 25 ik
PLEOREFIR 178D 70-80%Z HCA BAHBLL, =D
50% TlL HCA D¥L & WA X3 - AL, %%
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®2 BREOT7VFy b=—X

- FHRZBOET (RFHRZEREE. FHiiiEA A)
wEs | BIEE (52 /NUbR. BERERER, BRERILIE. BifA. FREMET7 R —2X)
- S ML, EEFRE. ZEREIEINR
* JFARERIKAERS . i PEKRVME . REEMERRRE (IbRY)
BRI EEARDT XY —X
FEERRIIRY |- AR OERE. SRAEERRE - R (VER—1—0/NF—)
« TEERR - B - MERE (ARE. 50T 188)
- FRREBDET (RFHRHEE. FFEZ. FHHERERRE)
MERRIRIIIR |« EITEIA/NF— Z2—0/NF—
-EHERE . SRR
- FPRLE TR ERIE T E1TIERTES . FFER. B 77)L T I VM., FAE
FERRIVEY |« SERMEMPIRAREY : BRERRIK T IPIRREE | HEARALOAHE. FHISET
< INBHEERRY ST — HEREL D EREE

P HCA & 7210, HCC 1Z 10-24%I B35 L i
L7292, RO 12 LA EOBEFN 1a B Clk HCA
DOHBRIT 65% ThH o723, [RFVEIENI{LE, RE
P ERER LR NS, M Y 7Y R
Bl & HCA IR OBIEN R S D03, Rt b
1 —/L DR TiX HCA OFERL % FHIE T X 220 Al EME
DIRIBEITND.

BRI T (UTNL - L IR B, SRERIRPE
DS REN O BT 5. BIRME T v R— X,
ERERIR, BREA, MR, BAKR, &iEe %X
72 L, SRERMSIERETER ) S BB R eI T 5.
BROPR 4 ff1:  BR AR AL A 0 R B AR b oD 53 BR AT B
RO 5. ik v b a— LN R B ORERITTIE M
BEELZAIFLOTVE STV,

BRI, SFENAVEIRRa, WS A BT S
ZERDHY, TUoAYy h=—XLlpoTWND.

BEIRUR Ib BCIE, AFHPEREERERESE, 4F h BRI
JELT VU Ay h=—=XThbH. Ho~rn7 )
RPN AR £ 5- 23T T & 7o, BRI RERE 12 &
% LB Z BT D RIEMENGE B SHERUE b B
TT%IZHBL LTz s ST g 9.

1.3. BEEUR 1D HCA DOFEHEST

BEEDR TR O AR CIx, BEgrE, 7V a—»7r
R, IEEREEE DD, A= 77 D=7 R
=Y ZADEENGIERZIND EHREIN T
%, HEEUR 1/ HCA 13X, RIEMERECTH D Z L
DHALNIENTWD. T = iEFEELY Th D
S, T = AEMEDE < CTNNBI @ exon3 [ZZ8 5
N D86, B LOBENE S, BT =GR
1K< exon7/8 DEENH D56, BMALD A[REMEIX
W &S ST g 9.

1.4. FEIRGR 1 RO EHAOHEICS T 1% (£ 3)
IR 1R CrX, BRHIEOMHE L L THCA, HCC,
BRI E 72 L Olifigs & OHEN s EE I BT 5
7o, AR EE TS < OBIFER CIREE =T DL E
NAEL S, RMAIHEDIRFEOFEHIZ DWW TIEIH A

RZA42D ZHBEINZ.

FEIRIR 18D HCA \ZXFT D 1R1E, Sem KL B9
Hf 2 £ 5 BRIEIXEIbR 95 Z LRt s D, =4
J—=IVIEN, BREET AR, S IR
TR ENRIRE D O, ELOMIE L LT, A
ftk> CTNNBI Ein 1 Oftr 72 EHW B, HCA
NATH R T DA EM b S 5 .
bbb DA, HCA OBPORE SITL AT
BHENAEEIND.

M RE R I b D IREIE, SR BRI F 8

(GFR 140 ml/min/1.73 m? LA k) RCIRFT VT I V)
7 V7 F = EfE (530 pg/mg - Cre) . AR (>0.2
mg/mg * Cre) (ZXfL, 72 UAT v o AHRESR

(ACE) PHEIK o7 V4T v v /R
7 (ARB) #$¢ 5795 1T L2 BHERAL2ICx L,
BARIE (BT - BB &179.

1.5. PR Ib BUD I P EREERERE E - 4 TP ERIBVDE
Dpifie & SGLT2 BHESEDIE T

AN AFET DI fRIED 7 v a—2 D7 ) u
7' ¢ 5 1,5-anhydroglucitol  (1,5-7 > & R 7 v
¥ b=V 1,5AG) X, GFHERRNTAF Y X7 —F
L 52 UVEBBKGEI v ax ) —BIck o U g
{b =41 1,5-anhydroglucitol-6-phosphate (1,5-7 > & K
o7y b= 6-U U 1,5-AG6P) L7025, 1,5-
AG6P DEFEZ P <T-DIZ, 1,5AG6P 1% G6PT I &
S>TERIZHIESI, L3 —R6-RAT 7 X —F
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R BRR
e A el IV N R
FRARAISAE - FE AR A, FFRRPIR. TRV, BESMR
s BERRPIR. REE
MR RS

IR AEEE (D) MRPR, SR
FrhERE MR (IDR) NS} B ARSI
SR IBAE (IDR) AL EPIRY SeREPIRY
PRRECREEE(bE) | Aot ek
BT B
SEArEE AR

AVHEIER R

R R ARG

RS St

3 (G6PC3) 12X > T 1,5AG IZHLY vk & 5.
BEIER Ib BTl GOPT fEE SN D720, FERIER
12 1,5-AG6P RNEFETHZ LIk, ~FVFF—
POARDIEETHD 7 Va—2D Y B
HEN D70, HFHERND G6P MBHkig L, &FHhER
W OFRERE R 72 & O 2 L, 4 P ERBERERS E 23 E
L5 ZENmEsik.

PERIRIRIEIR CTdh D SGLT2 [HESKIL, Bo /v
o — ZHWINZLE L, 7V a—20OR Pk % 1
9%, BEES Ib BCl, SGLT2 HESHKIC XL 57
Jb o — ZRPHEIHE N L 0 B 1,5AG AR
KFL, MmH 1,5AG JREE, 4FHEK 1,5AG6P MK T
T 5. FHERTONF Y FF —VIHELENLE L,
GO6P DARK & fih 72 & OHINSGE L, I ERFERE
NEET D Z ENRHELNCESNT D,

1.6. HEEUR Ib B 4F P ERMSRERR S - 4F P ERIBUDE
W2k % SGLT2 BHEI DA 2hM: & HebE

PEUR b RO LF P ERFERERE S - 47 ERIVME I
X D BYSEEEIL T & RIEER B ORI - T8
D=8, G-CSF H5THITW5H0, FEENE Ib
B OEF BRI, JIEMEGR BT 5 SGLT2 i
FEIROFIMENRRESIND LIz,

TR T Y T a Y ORI Ib B OGF R EREEE
PR EE « I FERIE L Z R T B 2R & R eI BT 5
EIBEH) 70t HRHAAFZE ® TiX, 24 2E 112 4E
B GREEBHLATEY Al 10.5 7% (038 73%)) DT
— & DIMEMT S AL, AF P ERBERE IR T BEE T D AF K
W, IAERRYYIE, 1D EOUA R AL FE A 0D KL,
PRIEVENGIR BT U RAF 2R3 R 2o Uiz, 4 BRI
DITIRIERTELE 29%, HHIE 41%, BE 13%, 7oL
17%\ZkF L, TBHZEIE 10%, HFEIE 22%, BIE

15%, 72 L 53%& 3 L, EBIYEHBOE ST
TRIFTN 54%, T6H% 8% & &, G-CSF B HERIE
TR 84%, 1B 55%DHER THIE, 17% Tl
B L7, RIAEMEERIZIRERT B 10%, HEE
27%, WEIE 23%, 72 L 40%2%f L, TR I EAE
BT 53, PEIE 5%, BIE 17%, 72 L 77%I2k
L. AEFRIIMRMEN K Z -7 (18%).

PEIEE b BUFLIE 21 61 (BRAARFFE# Il 8 2>
A, #5EPIE 03 mgkg/H) (kT B2 37
U7 wa Y OEBENRE TR 9 Tk, =
N7 Y T a Y BRI P ERBERE R DIEWE &
LT 12 9 6 TR AIEE, G-CSF &5
T2 10 B 4 BTGk, 4 TR L, 4 61
TIRFOE AR A = > b o — L L L7 &
HEInTW5.

TURT Y T a Y OHEINLZ D, D SGLT2
PHESREGOWME B RO TN D,

ERH T —27 g v ik v 110 Ll Eofgd
BRFSREFE S 4 T BRSO E 1 B3 5 Bl AR E R &
I LA R T TOREER b BElc, =
N7 Y7y 03-04mgkgH 1 H 1A (B]) %
BALAT % | HELEASRIE S 72 10, RISk TRIA
ATHE. BHEORECIRESHEIZ X DA, ik
REHMOFERTOZ T Y Tadrp—Rh
1k, =27 7 a v mE% G-CSF ik Zi A
NHELE I LT 5 10,

ARFRTH SGLT2 FHEFEOfE BN ERE LoD
HD. 2024 4F 12 F BIAE, SGLT2 PHE K 38 FME
HATh o710, FIEFEEBEOMBEZEBSOKR LS
TEET 5, FRIXBEDIEEZITO 2 EOXHER
HCTHDH ARMEDOT=F U T & 45T 5 LB
N 5.



1.7. BEEUR 1RO T v A v b =— X ~DHkEL
AR IE DRSO EAL, B IER AR Lo
ToREIEGR TR O RIS OHEICH L, B, BB
DITOND Z ENRH Y, FFBMEAIIIER T &
BT DR LD D, BAERE sl A& 1T
DR EEBTNE AN, BEEUR Ta BU%
U aFIRR OB RRBR O I 1V 72 &, HIGH
EOBREMTON TN D,

2. HEEUH AL (Pompe )
2.1. Pompe Ji OFEBME (1)

Pompe JITHEIRI O F THE—D T A Y > — L5
ToHb. PompeilL, 7'V a—r U &0fR+574
VY — LEEHR BB o 7 Va3 v X —+E (acid alpha-
glucosidase : GAA) DK MK FIZ LV BIET DR
BTHY, GAA BB TOMT LAEOFENY 7
v M X D HYARENE () BRERTHD.
Pompe K TIET A V' — LN ) a—~F o nE
FE L, EITEETOMER T O TR K TR
BUHIE AR RIET H. A— N7 7 V=X 74 V) —
LERET D2 LK VERET D DT2A%, Pompe T
TIEA— F 7 7 V=D R ZREENE L, BT
DEATHEDOEEZ G SR LT D 12,

Pompe Jp | ZFLIEA &R (1 e PARRIZHIE) 12
D END. LR Pompe 1 GAA %38 D5E4EK
BUETC, WRMBEIc 7oy e —( v 770 b, B
KELOAIE, FEFRARZRIE L, BRETIEZ O
X1k E TITFELE T 5. R Pompe 1L GAA B
FOHE KJET, BELHITR ST, Bz
FRE LT BRSO f MR T & 72 L, 17
P ORI AN IR 5 .

2.2. Pompe JiDT Ay h=—X (& 2)

AFTIX 2007 4E12, FHH 2 BERRAIT L7 L2
VH—BT N7 72X D ERT Bths iz, IR
il Pompe J1Z k3% ERT DA ZhEIZBI 3 28T
%, FLYEA Pompe 55 (18 ] BIEMIR 52 ) Tix
2% DIER] THEBIHERENS SE L7z, ERT 21TV 5 5%
LBz U= 2L Pompe 9 T, EEHEERK
(left ventricular mass index : LVMI) @D 1E & {23 HEHF
N, 39%DIEF] CHATRATREIZ /2 o 72 2 EAVURE
ALtz . AR Pompe 5 (BIEHWIRIR R 3 4H)
TIXEARREIZHEL, BTV A7 % 97%ED S8, =
AN TIEREF O Y 27 % 81%E 87 19,
ERT 12X v, IR Pompe 5% CTI3Em T, Ofp
SE, MR U — RIS E L, BMTE ST 5%
Basd 0, EMTHOUGEICHEY, ARG T
DA EOEERIERIZ R TV IZAER 2 #F
P S AL, T LDWRBANERR I LTV S.

ERT %= J 7= A 24 Pompe 5 Tld, Wolff-
Parkinson-White (WPW) JEfEREZe & D ARFEARD KD

R ERIRS/ N R MRS (ISSN 2436-2433)
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FH (5111 N) B, S PEEERE DS = A (9/11 N)

WCHBT 5 Z EamiEshi 9. 2 80k ERT %
Sl U 7= A OFLIEE Pompe JRIZEBWTH, BEME
fbiER S (auditory brainstem response : ABR) 0 L5,
ROWE B HS m R I B L 72 Pompe T/ O
RS RE AR A, D EWLREA T KT, PR 5
WICLDAREMENH Y, TV NV a s B —B T L7
712K % ERT CIIEEEIISE L2V 190 ERT 2%
7= 3L Pompe Ji O HAKIHZS 1L, BEFR{EOIKT
R U-fiber % 5 F 72 WRIM AR ZE DS HET T3 5 AE 5]
BIFIET D ENHLNZ o7 1D, HERED
BRI 18 22 H ~10 L L g S 5. X
MR, 7V a—F o BN KM E = —r v, i
w, FHERTAME, KRGO 7Y 7k, MK~
JLF AR TS TR <, A PN B AR Se. E JE
ML ERET D729, MBI  (blood-brain
barrier : BBB) DSREEENAEL D LW IHIFNH 5.
FOFNERRE TR~ B BB X, Bk & 7R R D FEATHERE

MZEMBE ORI HET 2 LGS TS 9.

EEFE Pompe KO T NI N AL =BT LT 7
\2& % ERT ORMTPRICEAT HVAT~T 4 v 7
LE 22— XX T F U AT, 1RIRRE L BEVERERE
D%FVC EDZE1T 12 77H T 4.5%IZ, 6 4T 6%\
JER L, 6 RBIBATIX 12 2> A ORI CRIGRE
WL S9mdtE L EHEIN TS 19, A
Pompe 57 (2% L ERT 1%, ¥ Pompe J\ TIIFEL
Hae, STz SGE L, D L LilfTTEEL Y
HNENIRE T2, L LD b EEER CORMT
#IZ, 1D 6 s HRTIRREO A B R 88N2s 2,3 4
BICHOERIE TICE CAMEM NS D 2 & NRE
ST 20,

B Pompe i b, R THROEREND LR
DIERZRT Z EBHLNITIN TN D, 3-16%D
JiE 73 rigid spine syndrome % 5 L, ZAM-CIRERO
HIHIR S 5. RSN, FE7v v 7, WPW
JEWERE 72 & DORIEARD A U 5 . I BNRIE & LR IE
72 EORRNIMAE B OAEDENEEE TH D 2D, H)
WRIEE-CAM ES BN IR D H2 5 L3k (Dolichoectasia), 7 7
THREZEN BRI BT 5. REWNIRIE OREBECIRZL D
WELEHEIN TV D, KR Tl MERME= =
—aARF—EE5UTH LR D. v a2 U IS
7V a—F U nERE L, RSSO B AR R

GEESZMEARIE, BAER, NT74 71, MK
) WNELD.

Pompe JHDNEAE T, A, FERT, FFOA RS
PRETITR <, PR, KRR, &z & telA
Ficlges 2 RET 22 HEETH D 2 LN HRWER
S5 & LI, ERT IIMILAE PR, KIKEERE,
HIE~DOAIETRD 2N 19, 25O
7 Ay h=—XLEosTN5.
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BESBRIFNIRG A A KA~ ) — 2 6 U v
2 (CI-M6P) SARICHE S L, MIRLNICELY A
TA Y —LETCHEBINOEEEZFALTTA
V= KIZEIFET D720, Ml EIZ CI-M6P %%
IR DFEELDN D T2 NV~ DO R BF D HL Y JA Fx
IR RS D Z & 2 A LTz, filaiN~o
R BN OB IAHBDYCEITHLERH DL Z L0, T
VTN A B =TIV T 71 LD IEENENHN
HUVIZHE U AN D D Z LD, &5 51RE
REHBEL, HILWRFREE LT v vav sy
—¥Y Ty E R Trav X —FB+I TR
Z o~ GEE A RINHIFE 5 SRT) | 23BH%E S 472,
AETIEL 2021 4, TV v a sy B—¥ 7T 7
7TREKRBEINTZ, TAAINTavd—8 TLTy
WZIZT AT as B—B 7 V7 7 Ik U, s
ffilC L0 M6P 2359 15 P& T 572, flifa
WA~E 0 BhRMICEREITRVIAEN S, HLIEA
Pompe JEIZxIT DT VT vavd—8 T T 5
D 2 MR RER (BLE20IH 25 38) TiX, 40 mg/kg/
A1l 20 mg/kg/IENZ HLlE L, SEBIHEHE O S AT
e ZR L ), B Pompe JHIZKTT DT LT
7N A E =B LT NI as B —E L i
T HIEAEAL —HERE 3 MR T, ELREHA
ETHE (FVC%) OZEUITIFLETHY, T3v
TN ayE—RILLY 6 TR (6MWT) T
AATHAEE (52 30.01 m[95% CI: 1- 33 to 58 69]) Dk
BN LIV W, FrBER AN, BRRBR T
TN E—RIZIELMETH DM, TR TITHT
AR RA ~DY) VB2 12 L0 BIFR R AR
FTHLHE SN TN D.

2.4. Pompe JHDFHAERA 7 ) —=27" (NBS)

2005 4515 THRLA S 717- Pompe J% O NBS 1%, #L
IR Pompe J& TILHF-HNARBIAAIC L 0 IBHE R
EWZ & &R LTz, 2015 45, Pompe JildK[E CTHE
$ENBS /%L (RUSP) (Zhlz B, KETIEEL
DT Pompe 75D NBS 23TV TW\ 5. #EAMNET
HBAFIZIHB T, Pompe Ji5D NBS 23A28 0, F
W15 EHAE B L T\ D, RECIE, # v
T A AEFETIE AMU Z 07z GAA FERTE R
E I KD NBS & E i 2, GAA O % K iH
(NM_000152.5(GAA):c.1726G>A (p.Gly576Ser)) =°
AR RN X 2 AL A &AL o B A B 891
GAA FBsT#RHT 2 326 LT\ 5. NBS T2l s
7=3LIA Pompe JRITIE HIZIERBAIA S D M3, i
FEM Pompe 5 D TRIFR BR AR JAEMR DS HHH L 7o BF
REIINTWD . SEfeett & BEE G o4 B 3
HTIE72 <, B3 Pompe 5 Cl, LARIIZEZH
Tz &0 BHENZHIER N BT 2 & HiE S
LTV 5. NBS TilERA Pompe J5i & 2 L7256
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21, RSO R IR 72 3 2 AT 5 = b
NEHETHD.

2.5. Pompe JiiDT > A b =— X ~DHkkk

L0 RENREBGE A BfE L, KRETIX, LA
Pompe J5& D [FfAfG R IZMEW ERT 2377z, Fikil
ERT AN BAGE SN HERDRP WS NL TV D,
HRRRARR e & DOFERBR 2B 2 BRI, BB
FIBROBRFE TN TV D,

3. HEIUR I A
3.1 BEEUR I Ao Eie (3% 1)

PEIRURIAN L, 7Y a— 7 U BNR AR Y 7 —¥ T
RS NI OB MEER D AR AR Y 7 —E[R
RTFxA MY > (PLD) 25035270 a—7 it
%S (GDE) OKIBIETH H. GDE (X h 7 > &
77 —BEME G-a-Z NV H Y NT AT =T —F)
TN avZ =P (7 8-0-1,6-7 Va2 H—
Y) AT, BEEFEITE Clifkic PLD 8% &
WCEMT 5. Ma, b, IdH (FF7 A7 x2T7—F
DHDKAIE) (2o S, a, HId BT,
b BRI ch 5. B TIT OB bLRAT S (R
1. WInomil§ EEBE 11X AGL B 1 Th
v, BERITERAREE (B THhD.

TV a—F USRI K B T a— REA N EE
INDTD, INEENZIT R 3-4 RefE] IR Mg S
L, FFC%ED PLD NERET 5. RLHEEDOS
Wila B (3R 1) TIEEA &0 PLD 23 &4
L, FRIER S ARIEE & & B ICEIRE K ONMEIR A3
HET 5.

32 WEHE M ADOT v Ay h=—X (F£2)

BEIRUR T B IR B oErT, A4 3F—ni
17, IERALLGIEZ: &, #E1T1MED ek N T >
Ay h=—XTH5.

JFZERIX, HCA, HCC, JHARHMELE, JHFEEZE~ &
ITHET 52 &ENmb T\ 5. HijaziG HlE, KR
i A 21 ADRANBF TV TR & HFaE
ZENESAEIZRO DL, FEED 44% TR O,
28% D B CTIARABEMERTAE 22 P IR TUHE 2 58 0,
HCC I3 14%DERNZ B L 72 20, FEFIRE T RO T
FRZS DN JEAAB MERTREZS (S 4T3 D SEFI OB EE 1L, LA
ANZBEZ BTV X b EW 2o, ER e mig
SRMREDOFHmAEZECTH Y, MELD A a7 |2& -
T O BT 5.

S ARF—(Ma B, IId B CHER L, %< DIE
B CHEA T3 2. /N R EE O S B R = T 3 A B
, RABNZIIA R TS T U GEFTIE R 435
—), BERICBITRELERS.

AERBLOFHIE OEA T OARE DR S HEL T 5
TENRBHD. AEPRICHEEDILETHD.



2 RUBEPRIF DK 25%IC & 0F 35 2D L S 5.
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3.3. MEEUR LI R oo Rk

BE IR T 5 C HARME 755 O 7= 12 &M [e D
BFERETHDTH L0, RAMCEREN L,
B MBEEEIZ 72 5 & FiEk~D PLD R HE
L, R H HlMla L1Id B I F3F—20
SEZ AL S D ATREMER B 5.

IARF=RNRIEICKT L, 7 FrAEeE S o8
7 (&ha ) —0 25%) KRAKEY (50%A0H) &
DA MRS S 4, BERSE TR UEET B
FUAREGLT N UREE D0m Y LN R
EDD PRI THWD. 7 B, o
+—3=27 (W5 817-B) ° MCT A A /V7g & & Aff
A4 2. R4 5720, IEMED a— 2
X —FLHIR GSD-N Z0fH L, BFEEZIT).
BEBREIE, METEORRREITERELTT).

34, BEFUR MDD T o A v b =— X~k

BRI OBRBIZB VT, B M AGL OKE
72 ¢cDNA %A X (4.6kb) DNEBFEALLIT TW
%. BIEGRAFZEClE, ~ 7 AET A ~DOF I FLHEH
KD /NE 72 GDE B3 D cDNA &8 A7 SRR A 5
ILTWAB.

4. FERIE IV Y
41, PEENS IV RLOREBEES (E 1)
PEIERIVELNL 7Y o — 7 o K g% 35 KPR JE ©
» Y, GBEl Bl FOM 7 LILOIRHINT T v MZ
FXVATLS. 0-1,6 SALIC a-1 4 FEA DT ) v
=y BT L7 ) a—F U ARERICEBT S
FERNRIBT B 728, RIS B B D 70 RS
OT IaXTFURT Y a—=bF v (R Z7raty)
DEMREL, HHE, K TREE &7, e
IR FE IXFR D 7o\, SBARTEUTH Ye AR (1)
Th 5. OBSEMEEFEMPREE @R - ik
WRARRRAR R Oy i GEEA 7)Y (EEE TR 22 7))
OIEHEATIEIFR G/ - AR AR @Rk A
RY T ay I MEIFIZR S LS. d IR T,
SV TR T, R, R RE R, AR IRIK T,
OMHIE, TR R o, FBME L e
35 E TITHTE T 5. SRR CIE, %
EART, MERREE, JRaERLLAESHEL L, F5E
9 5%.

42, PEFJRIVEIOT v Ay h=—X (F2)
BEIFUR TV B CII R FREOGINEICRT 5 a2

oY RTR L, BT AERIBFRETH L8,

FFREE, AT —, LIHREENETT 5 Al REMEN
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HY, ToAYy h=—ATbH2%.

4.3. BERIE IV BIOBRBDO AT ~ T L EEH
BEIEUR IV B I0Ek 05 EFEo 6 RIS,
FEFFAE AR VR IV AL E L TR b T
. BIEATEE AR CIIFBEE L e 3-5 £ C
IZFETET D72, WM EB W T H R IV R L2
WrS s & SERIRICIFRBEM TN D Z &A%
ST, A, B, D, MR - OB OEEE S
AT DA ILERE L2 AT b T LAE2ERT D
T E DR E I, FEIENFEE AR & FEEL TR o H
RNCAR Y 3 2 R R & & DIEFIA D72 e
EWREN ), ARITHIEETHEF RS AL O
TR 25 D IEFI N ME SN TWD Z &0, el

PRI IR L2 W ENMER SN TV 5.

FEIER IV BT, FFRZAD 2-3 £ CTREIFA 2
WCHEITT B2 L DN, BIED F AT L7 VWVE
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PRAEVERFREZE 3 72 WG A IS S 72 FF R A L T 4 22
SH72 2, FEEMERTREZ (B, REAK, RFPEAX
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LTSN D & FITIEIFBEBLETH Y, ITRH
D= OFHI DN Z L < 729, FARETLENA T
HRNCIHBEOHEMEIZZZ2T 5 2 L RHfER I
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5. PGMI-CDG : BEJFUR O LB (3% 1)

Phosphoglucomutase (PGM) KIEJEIL, A0 R
JRD 1 D> ThDHHEFIR XIV R E L THbLNTET
D5, BUE CIIMRRE RBER KIBNE & 7 v 2 2 A b
JEE LTD 2 DOREEFHOZ LA LN
72. PGM KABJETIE, Zva—=z-6-Y UL 7L
a—Z-1-U UEEOM ORI EE S 4, ER TOHE
HAE A RRIZ M HE 72 UDP-glucose & /L AR T LB
7¢ UDP-galactose N RZ§ 5728, WX /X7 EHD
BEGERIBZ XT- L, Z v ai b BREEL L TD%
sk 2 & 7o 3. BRI RARE, TS, AR
iE, MAREEESE, MR, FMAREE, PR
iE7e EaBI &I 0. BWIITI RN T AT =
U ¥ O R EN O i ML T O RS S AR AT
DEHTHD.

o BB X D IR PRIE D MESL S 4v7-. PGMI-
CDG TiEIH 77 F—AROAMMHESND. T
77 h—AROAMIZ LY UDP-galactose & UDP-
glucose DRZMNUEL, WXL /X7 DT ) a )b
bnthEgEL, FI A7 = U BEEAIN, PR T
27—, BERTEL, BRER b GE
T 505, IGFNRITIEFNZ L D Eix TH 5 & A S
naTnb.
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Management of Confirmed Newborn-Screened

Review article

Glycogen Storage Diseases
: Unmet Need and Advances in Diagnosis and Treatment

Department of Hamamatsu Child Health and Development, Hamamatsu University School of Medicine
Tokiko FUKUDA

Glycogen storage diseases (GSDs) are a group of disorders caused by enzyme deficiencies or
transporter abnormalities in glycogen synthesis, glycogenolysis, and glycolytic pathways. Although the
hypoglycemia and hepatomegaly that occur in GSD type I, VI, and IX and the dietary treatments such
as frequent small meals and cornstarch therapy for these diseases are well known, there are more than
15 GSDs, so the symptoms (hepatomegaly, cirrhosis, hypoglycemia, muscle weakness, cardiomyopathy,
renal failure, etc.) and treatments vary depending on the disease or subtype and severity of the disease
even within the same disease. GSD type VI and IX have a good prognosis in many cases, but many other
types of GSDs have long-term complications and require surgical intervention in many cases. This article
reviews the unmet needs and challenges in GSDs including the management of long-term complications
such as multiple hepatic adenomas in GSDs, new recommendations for sodium/glucose cotransporter 2
(SGLT2) inhibitors for neutrophil dysfunction in GSD type Ib, new phenotypes of Pompe disease after
enzyme replacement therapy, and the efficacy of high protein diet and ketone diet in GSD type III.
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Diagnosis and Prognosis of Food Protein-Induced
Enterocolitis Syndrome (FPIES)
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D

BYEAFHE B2 (food protein induced enterocolitis syndrome : FPIES) (&, S TA I =X ARBHD
RERTHD. ZOME, WAL TR 14 FFRZ ICHEEERDSHER SN Z L 20 K+
ZEThRERND. 2L, 2 BIOERBIROBEENH D R ICBWRE 0 ARTRER (oral food challenge : OFC)
ZATO &, RGN E 2D, £, BIERNCEERE TR NGO IGA S OFC 2320 & 70 2 ATRetE s &
W, EDED, TS &S5 E 2 TREMBAICEZETBHIO OFC 217V, AERREZ LW Z ERFETHD.
FTo, BIEPOPERERBICEML LT WV E WD — AT L CIE, MEZka b LIt LcBEDT
BIRAEZITD, FHMESNDIRENELEEZXLND. BEO FPIES O T#HEA LT, Y7 E i B
@ OFC [IfR A RE L T 2 RO RERIEDORINER EN, S%OBGFHREETHD.

F—U—F: BWEBAFHEEIHRK, FPIES, JNE, BWft 0 AMRER, T%

(W)

BV EBFHE WK (food protein induced
enterocolitis syndrome : FPIES) %, $FEDEWY %
B U7z 14 FE# I 235558 <y, BT 1oL
X — L DR T & D B G ROMERZRAE IR 1T 72
WRIETH S D RHDISMT R, IR, A A, K
MIEZR ENRFERIND EINTND., A=A
B UCIEANE T, JE 1gE (R A7 & S, ek D IgE
RIFEDO R T L X — LIRRE L IER 2% L

20245 12 A 14 B %A+, 202541 A 18 H = #
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T431-3192 el B Ee AR 7 H g X2 [ (L 1-20-1
TEL & FAX:053-435-2312-053-435-2311
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TUVES S RS, T, R CERERORNN
B SNTHY 29, BB T b HT 28
ZATWD.,
AHKFTIE, FPIES DR AZET S L TED LS
WZ2E L, £ L TTPHRE £ HIZINITRENNIZON
THIFR TN TELZZ L 2RIET 5.

U R

PERITAIL BRI AL R IR & L & LT sl
TV, LaL, 2017, 2019 412 Shimomura &
DEHINEEIZ K % FPIES 235 L7-EMND 90, AR
TIXFBINEEIZ X D FPIES OBEENHINL TV 5 2,
O, IE, KE, U XZIPES Y N L RE
LB D, 121, HRANCIRIRINE O 1T Y
Lipl, HH, A, BENRSZNY, X5, THET
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&1 EHEIFE¥E OFC BiER Ok 7 2HE)

O B £ (5] 2 UFCB%(E:;(I;)P]ES) OFCi= I?n:(zaoli)FPlES) UFC%EE
ITEY—F 2 3 40
2TEY—F 13 11 54
3TEY—F 9 3 75
ATEY—FLULE 6 2 75
RiglE 0 1

OFC: oral food challenge, FPIES: food protein induced enterocolitis syndrome

IZ A D FPIES HE &% < WA RIEEMNHE Sh
THY, SO (R - f - BB ORI S
NTWNAE N0 =k 9z, Hillk I &IZRREMm
B0 BIFICEREERNNEL L TWAREENS
WIS, T DO BE IO D Je &0 S By
RE OB LRRBLOSAITEE L T\ Dhf

REMERH 5. FEERIZ, Fx b 2017 FLRTZR Y K

5L, WBINECIEMES 584 FPIES LW HEAT
ol liTelEZTnhhhot=D, LoT, FEiE

DIEBIZITELERHPLETHS.

ZWn

Bi1E, International consensus guideline 2017 2%
FPIES Ol L THWOHTWD D, iz L
LT, RERAENLZERLE 14 BEE%OREEDN S
0, L BEIRSOE B AR, ARIE 2 PGS
Fo, 2 EOZE Y — KR H B Z & b2 HiER
D1otE3NTWD. 2L, Fox oBa T
FPIES 5V DR O &Yk 0 A ffilBR (oral food
challenge : OFC) M=%, 2 Moo= Y — FDOBE
ETIL 54% (1324 N) THY, 3EO-EY—FK
TH 75% (6/8 N) DA TH-7- (£ 1) D, Zig,
BoRBEED S 120 HLANIZ OFC ZtifT c& 7218 %
FREtRIGE L LTV 528, EERIX OFC 28 O ik
BEFE2 S OFC JifT Hix 51 B (WU4Y(L 42-75 H) %
DFERTHD. ZO=d, BREMLI-BEELTE
DTS LT IRT B R R ARG R & & 2 T
L5, BMIEAE LS —HE s Alettiid 5.
7272, Wi b= Y — NET OFC [k
RHZEMNBY, 2 Y — R TFPIES L2125
&MY HOBRZ EITRRERZEREERTLE D
FICHEEPVLETHD.

T, =Y — LMo X LD b0
I, SRR B Z O#IZ IL-17'D X, CRP -
Tuay =2 BNEFLTWDRE, A=
AL Lo @EL RSN TS, 22T
VB A TR PR L C & 2 MR R B O 7
L, TARC ( Thymus and Activation-Regulated
Chemokine) (2 2OWTHlivs.

-
—

F7 1 Ol TEREBRERH D) Z ENEET
5. BIERAERURE &%, BIET DRNCEERTE
DFERENEBRXSNTWERED Z L 2157, Bl
BT LV X —"TlL, MR BIES TREIZHIE D UE
D S TWT, 1D TINE 72 E 2R L TR
FBREINZETHZEY—RR—KTHD. — 77,
FPIES Ti¥, SEREBRERH 5 Z E R HI T
% D). T x OETTIE, OFC BB D 96% (23/24
N) (CESERIBERRE 2N B 0, OFC 21k & ME—H &
BRENDST-HE TH-o7= 7. OFC Gtk CEERE
BUBEN IS T=DIX 1 3% 7 NHFIED VY N FPIES
D1ANDATHY, Y \E4THEEERLLETLHT
729 EAEER L7 EOMSERIEIRES & - 72
AREMEN B D . < DIITFLIEHIC FPIES % RJE
T 5720, BURE CHEREBIR AR T 52 &£ TR
TV —=VTRAEETHD. TR L TG,
Fex Ofigx o 2019 FLIFE DI FPIES %V T
OFC % JitifT L7= Ve DBEE I, MR RERREN A
WA T70/71 NTohot=. DF V0, HEERIERUE )
WAL, OFC ZHfT8 I/ THE TOHE
BZEL, BEMRTE WD Z EaRT (12720,
OFC JiifT L 7= SRR IE L o> 1 A% OFC it
TlIH-o72).

—J7, BRINEE CIIFAERT O BIERAE BRI 3N %9
ETH OFC Nttt L 72D 2 ENEV. FIER O
SEPRAE B EIEL D ELEE B> - 7= FBIRE OFC Bk 17 A,
BabE 27 N\ORREET — X 235 L, 6 RILLE
HEERIEEL L T2 B 5 RIE, OFC etk & 7a
A A[BEME DA BT E H> o 7= (Fisher’s exact test
p=0.0089) (I 1).

WA, SERFEFE% I TARC S EH45 Z L 32
WA H T 5. FPIES THEMR DS FHH S 72K, TARC
TEBR L LTS 9, BIRFRIEY T L L X —
JERDOFBRFE L TH D FEICEFLTEY,
WA CThoTztMESNTWD. BERNE
I ko TeBRITIE, SEIREETE 24 FEMZITRAEZ 1T
R & bl d 5 & RWATREMEDR B D

— 5T, RN EREHELTERLEICY
Bo LIERDFEIR S =& LT, FPIES 135 E
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(A)
g SOFCIBHE = OFCIaTE
i
6
5
4
3
2
1
0 L || [ | L

® QK L L L & © v

S A f\,’% y% (.0//\ %;\Q ~ N S r

N

KRR EE ([E)

B 1 FPIESRERMOEERENEH L BMEO/FTHBROBR (RERT—4)

FPIES: food protein induced enterocolitis syndrome, OFC: oral food challenge.

TE7R2V. EHATE THEIFE 1 HEXLTHTY,
—BERIET D L FRIFEE 1/10 H CIERD TR ENT
ORI B2, £ 5 CTRENEN L S ITK T
HZENHD. L, FPIES ICHEENH D Z &
D SN2 > TE 219, Fex ORFTTIE, OFC
THINTE 0.1 g Z¥EIAMNRE ERET D &, OFC D
BtEIX 67% (12/18 1) Toh o7z, ZDZ &
5, OBMENFEINE 0.1g L v FIZHBIEN N5 (H
ERHD) 2L, @ ORIZBEMEN 0.1 gLLFT
HY, ZNBHTZ b EREN WL D RREIZ -
TWERRTHD Z EDNHALMNI -T2, Lo T,
BIMEZ B L CREZBER L T, &N s, iE
RFFREED H FHEIREZ K& < FES FPIES %
BIRFR R T LV X —DORRICBET H 2 &IETE
AN

BASEIIZ OFC LIAMZZWT 21T 9 HFIENE O
BRThHsH. 30 pMkETCAMT D IHFEN
international consensus guideline 2017 (ZFak S 41T U
LMD, FRUCKLT, 1 H L EEHEBZR AR
k@ Z & 7250, FRIERDBEED o7 & ) s
bbb Y., FDO=d, OFC DHIEICEAL T, B
RTIEAZ U F—REEN5 b0 0. £,
OFC 2Tt BETMEINEIRL TWD & FHE
FPIES AT 52 &b H 0, Fex ORREHTIX OFC
DIEEIE 95% (53/56 1) & 100% TlL7eho72 19,
DT HREIT 81-93% L HEE S D 1920,

=9,

A OEEIL, BATIIAT oA N5 & ik
PITONTWD., —F, KO A RZ74 0 Tidtk
0 b = ARSI DN BE O B BE ) HHELE X

TWAH D, ZoRILE LT, Xk haroff
HEREZ LT 5 NOFEFIRE 2D, A7 aA R« #iK
LA Z U ha O E R L% T RBIE
Bt FRAFZE 22, a4 2 ot b a v OREFRE
D) R EINTWD. 72720, HARTIILRBR®E S
ThHD.

FWRZR680E, BHR S ClIselRs L CEff s
FEOZ & & SN TV D, FERTC AR RAB TR &
HTEMNDL, BRBERIEOREENERINTED,
BRI 7 LV — L [E U X 9 ISR 0 sig ik vhs

(oral immunotherapy : OIT) WNHZhDE 5 DL H
S TR, 72 72U04E, FPIES 2% % OIT O
DR EINTWD. EHII~D OIT @ 1 fHldD case
report?, OFC T2l L T2\ 10 20 A Jijfg O
F8UN FPIES @ 21 AIZ OIT & MafT L 7= IS5
2%, OFC CHeE2Wr L7790 ¥ FPIES 8 AlZxt3 %
OIT DJEFIEFENFZE 20 NPESNTWD . KRiZ
Hamada & I3 E2Wr S 2RIk 2 chH v,
4 A% E TITHRINE 1 HESNLNZHIED 7/8 A
LHEEINTEY, 5%0 OIT ~DREM KT
SHELHERTHD. 7272 L, FPIES TIIBURMEICHE
JERIEIREN S 5 2 L b, BIERAED ATRENE &
EZ B, OIT WEAENE D NTHONWTITASHDIE
Bt BAF ST R M) & S ABFZE DS R &2 FE7- 72 17
X722 5720,

(F14)

#E4+TlX, solid FPIES & Eb i b4 A LI D
FPIES TIXEMMAENEHME STV 5. Lemoine
DL, 50% AR I TEIRAN 2.3 ik, FHLDY 2.2 %,
AN 61 mERELTWAD D, Wan B, 4%, K
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#2 ABREOTHHEESE OB Gl 32 2%E)

2ES WE 4F, hE = * 17 &
(=39 (=20} (=T} (n=5 (h=4) (n=1} (=13 (n=1}
HERER TRE (M5 1.3 (6.48.6) 1.7 (.18 020207 8.7 B.64.7) 16 (6.9-8.5) 5.4 a7 6.8
LU AR .01 0 10,9 369.9 tozs  a0zane 1z 10.0 ZE
OFCRARE
1.1 (3.9-4.6) 1.7 (6.8-8.8 8.1 (5.293 67 6.415.5) 59 55716
EEBROFC-OFC2 (RB). SodE (E94H) 5.8 4.8 6.8
=38} (n=20} (n=T) (h=5} (h=4}
87 6.8-121) 7.1 (6.6-10.0) 1.7 13.3
OFGZ-OFG3 (F). DRfE (M5
(=10} (=T (=1} =1}
OFCROFGE (F), chablll (EHSbD) 7.4 0.1-1.6) 7.8 6.9
h=2) (=1 (=1}
~ 15.9 15.9
OFG4-OFC5 (B), haifE (w5 b= (r=1)
SN B120A ROWIEESEE ) 40 3 50 67 50 100 0 0
SN BANA ROWIEESE ) 8z 79 67 67 100 100 100 100
BENLCHIEEEBFTORK $RiE 14.9 16.0 16.3 9.7 12.2 1.6 15.6 12.6
WSO Bf, $RiE 20.9 22.0 16.6 18.3 2.7 12.9 24.4 19.3
OFC: oral food challenge.
1 (Hen's egg yolk) [ =
2 (Hen's egg yolk) |
3 (Hen's egg yolk) | —_
4 (Hen's egg yolk) o —— ]
5 (Hen's egg yolk) e————
6 (Hen's egg yolk) e———
7 (Hen's egg yolk) =_—————————
8 (Hen's egg yolk) | ]
0 (Hen's egg yolk) L —
10 (Hen's egg yolk) L —
11 (Hen's egg yolk) | ——
12 (Hen's egg yolk) | —— —]
13 (Hen's egg yolk) | —— 1

14 (Hen's egg yolk) L —
15 (Hen's egg yolk) | —— 1
16* (Hen's egg yolk) —
17* (Hen's egg yolk) | — |
18* (Hen's egg yolk) ———————y
19* (Hen's egg yolk) L e——
20* (Hen's egg yolk) ———————
21 (Cow's milk) | m——
22 (Cow's milk) | E————
23 (Cow's milk)  E———
24 (Cow's milk) | o
25 (Cow's milk) _—————————————
26 (Cow's mi ) | 1 e
———————————————
=e——
| ——— m—
=
_—————
_———— ———
=e——
[ —
| ]
————
=———
R —
_———1

27* (Cow's milk)
28 (Wheat)
29 (Wheat)

30* (Wheat)
31* (Wheat)
32* (Wheat)
33 (Soy)

34 (Soy)

35 (Soy)

36 (Soy)

37 (Rice)

38 (Banana)
39 (Fish)

0 5 10 15 20 25 30 35 40 45 50

B Onget-OFC1 B OFC1-OFC2 ®OFC2-OFC3 ®OFC3-OFC4 mOFC4-OFC5

2 BPROAFSROME (X#327—42, REB&BET—42)
*TRIENT (B 7T o~ A Y —1BHT) THIRR] (BT (2023412 1) ICREMDIZDFHREE, b L < ITZHOFC-
OFC2[] (JKa) 212/ A LI ECEMMN LY BYCTh -7 mliEMEDH D E) . OFC: oral food challenge.
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40 45

B3 2RAORENCEREEETTORAY UH2T—4, REBEHT—4)

L 3 E TITE LTI 53%, S2%MNE iR L= &
HELTWD D, 7272, 2 O TlX OFC BNE
HEIATON T RN, HARHERNELS 720 7
T EEMRE TITHEERIZA 005 &0 ) fE R -
TRBEMEN DD . ARFT, AR DX, 32 ADOHH
FPIES D RIZEMIM 72 OFC 24TV a5 &, 4
% 12 HBEFOERZRN 56% T - 7= LA LT
Z) 29).

—J7, HFIREFEOHINE FPIES TIXRMAH
WEWIHIMENRENTWDD, ZHIZIFE—FD4
A& 5. Watanabe H 1%, 2K o OFC 171
2o T-FBPREE FPIES 14 ADW, 9 ATk 7 H»
A% D OFC Bt Tho-DIlext L, 5 NIBRE S
MAD OFC NEHET, & 5112 14 A% LM
STelz, —ERMEE 72D L RN EN EHE LT
W53, L, Zhb TEROHREZFEAME DI
HEEIE, 2EOTE Y — ROARTZK LTV
LAY, ZWroE TR L=, Ak FPIES TiX
N T2 RNE T E TN TV D A[REMEN D &
NTWHZLETHDHD. D=, BIEREINT
WAHFH L0, EiL FPIES OEMITEV AT HENE
2 %. Okura 5% OFC CTHEEZI L 7= FPIES ™
RIZOWTPHRFAELEITV, FEEITA% 24 20A
FCICEMR LT3, AR I3SR E RS BT
WRWEHRE L TWD 3D, 72721, it IS 3 o
7280 @ OFC OEJFFANED STV T &1,
FERICEE LR D 5.

% ZC, OFC THEEZWr 47z FPIES OIRITE
W72 OFC Z 1T e E DO TFHRIZHOVWTHR A b
Bl (B2, K2-3) 3. ZORE, RBEN I
PEASE COMIRM (A% 1%, 43, BN, 2o

ORI TEITRN-T2. EELTORIENDS 12
A % O EMESRIT 40%, 24 DAHEIL 82%TH
D, EIEN S FIRTERR £ TO A D P RAEIL 14.9 2>
HThor-.

BLRE R CHMMER 2 T4 2 K113 & 7
STV, 7272, Kunigami © 7% OFC Gt 5 KRR
BOMEFa By =52 6-12 A% DA
RO EPEDFERTENH D EWMELTEBY
¥, 5%, THTRIEFE L TERAMBIRE SR
TW EEBZOND. ZD, WO 53E
fETETRIZ S OFC NUETH DN, WA~DRY A
HERET D722, EfE7e PRGN Sh, £
FUZFESUNTZ OFC BB 2. T TV Z ENMET
H5D.

(L&)

FPIES O2lricix, R & 720 o nWaRd GRIF
R NE - U X TIPS HiEL,
SUERIEBUE N & 2 I 2 RICFEMITIZ OFC %17
I EBHETHD. EZH S NIRE, AN
FIAERED 8 D DO TFEOHE 25 LT 9 2 T,
ERMER DT D OFC &2 T TV LERH
5.

(FIZEAE B0
AR CIZB LT, BAR & R 380 S B I
TR0,

(FEEBED
B, JH, OHk SOF, =R, GRSIORE,
T DIV - T I K ORI, Ba SCHEZIT > 7.
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Diagnosis and Prognosis of Food Protein-Induced
Enterocolitis Syndrome (FPIES)

DDepartment of Pediatrics, Chutoen General Medical Center
YDepartment of Pediatrics, Hamamatsu University School of Medicine
3Department of Pediatrics, Hamamatsu Medical Center
“Department of Pediatrics, Seirei Numazu Hospital
SDepartment of Pediatrics, Iwata City Hospital
Satoshi HAYANOD, Osamu NATSUMED 2, Yutaka ITOHY, Akira SAKAI®, Masaki KODA®, Yukiko KATOH? ),
Yusuke INUZUKA?, Mayumi MATSUNAGA?, Ryuhei YASUOKA?), Tomohide TAGUCHI®

Food Protein-Induced Enterocolitis Syndrome (FPIES) is a disorder with an unknown mechanism at
present. Diagnosis is made by repeatedly inducing gastrointestinal symptoms approximately 1-4 hours
after ingestion of the culprit food. However, when an oral food challenge (OFC) is conducted on children
with a history of two symptom inductions, about half test negative, indicating they may not have FPIES.
Additionally, if there is no history of asymptomatic ingestion before onset, it is also likely not FPIES.
Therefore, it is crucial to actively perform diagnostic OFCs to avoid unnecessary elimination.
Furthermore, true prognosis studies based on confirmed diagnoses should evaluate whether early
remission, such as within six months from onset, is common. Clarifying the true prognosis of FPIES,
determining appropriate intervals for remission confirmation OFCs, and assessing the feasibility and
effectiveness of oral immunotherapy are future research topics.
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H A% o B2 & Uk Z SRR Y R P & FRIC X 0
E1%470 H CRaAEIFZAE IC 2 5 7~
FAN=ZF VN T VAN T —ERIEDO—H

Early Diagnosis and Prompt Waiting List Registration Leading to
Deceased-Donor Liver Transplantation in a 4-Month-Old Patient with
Ornithine Transcarbamylase Deficiency

FRIA RS ZES e BEIRIN - A
I s s, B — B
Department of Pediatric Diabetes and Metabolism, Shizuoka Children’s Hospital
Takashi YAMADA, Shinichiro SANO

=)

FN=F > N T AT NN T —BKIJE  (ornithine transcarbamylase deficiency : OTCD) (%, X Yfafk
HEME AU LV A CDIRFEY AV VEFIETHY, ANV=F 2 b T ADNNIT—BOIRKRIIK
2KV T =T BENICERETORETH S, AETILET E=T MIEIC LY BERMREEE -
T2, —EOREF TN LE L 70 5. JEFITRGTFRIC OTCD ZikEA~ A+ 2B, HAEE X
Y OTCD ORSEMHED Hiviz. Bl 0 lZm 7 E=T MIEE 2 L, ALFIRE, BE FREIC LY OTCD
Laranic. MBOBEREIC L ARITBEPNECH 727w, BRI B Y 2k
IZBER STz, L 3 AR R T =7 ME 2 2B ICISEIT AR U 2 BIBAZAS AL, A% 4 20
HARFCSERTFREARICE o 72, AGEGNE, AEERITFRBAE EEEZ2 OTCD M ITHBWT, AR O RIZN &R
MBI Y A RBEIC LY, B E COMMZEM CE LI L 2R THEREN THD.

X—U—FR: REF A7V EEE, OTCKIBIE, &7 v E=7 ILE, T

(=)

JRFBYA 7L, FIHRTT v E=7 Zffa L
JRFZENT DB TH Y, KADOEFAFHITIB N
THREREE 2R, IRFTA 7 VRFEIE T,
ZOVA TNV T OBEORFICLY, mT v
EFE=TMSEAGIETEZ L, HERMREELZ L6
TIENDD. RFEFA 7 NVEFIEORIEHELT,
WEIC L > TR D23, 1/8,000 225 1/44,000 &
nNoO. AN=F 2 8T ABNNI T —EBRIEE

(ornithine transcarbamylase deficiency : OTCD) I3,
X Qo fE g ERERE & 0, JRFEVA 7 VR

2024 5211 A 22 B %A, 202541 H 9 B =#
Corresponding Author: =87 {f—FA

T 420-8660 it fir] Wt ] i %5 XEE L 860

TEL & FAX: 054-247-6251-054-247-6259

E-mail: shinichiro-sano@i.shizuoka-pho.jp

JED TR bHEDOEVRERTH D DI, it
WAT V== ZIZHESSMRIC L D &, FDRE
BEEEIT 9 1/80,000 A& B X HALTVND 9.

F=F> T2 ZAH NN F—F (ornithine
transcarbamylase : OTC) 1%, OTC #&fs ¥ (Xp21.1)
WXV a—Rasns2@ETHY, Fv=Fr LB
INEANY VBN Y VY U EERT DR E
ikl 2%. JRFEV A 7 VOB EE S L, FFig
TT V=T HRFBICEBRT 2 EE 2 EE %2 R
LTW5.

OTCD DEFRERIIZHETH O, AT OTC BEFRIE
PEORRFEIZIG U TER D 72 5. OTC IHMHEN TS
IZRENL TV BB EOBE, HrA RIS AET
DM, —T, OTC GRS IS ET
HGAITIE, B L U CHAERMLBRICRIET 5.
OTC Bl T EREFT HLMEITBNTIL, X Yufa
IRARTEALDORBIT X 0 #) 20% B3 ANE & FIET D 23,
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0O

6155 57E% 61758 60%%
1 2 3 | 4
I
SORE e e B 2888
1 2
111
7% OTC/KIBHET /’

JFRBR LA 3
K1 RRERK

FEREAEBHOHE IR D BAEFE I, X Y ARG L DOFRE
WLV E72% 09, OTCD TiX, &7 V- E=7 MIEIC
X0 IR 7 EIR (EM:, PILOICT, PR,
T A, BEilkEERE) 2275208520, &E
JEG] CITEIECIECICE D Al HEMER H Y 9918, K
SN2 E THIFMH BRSO EREE 2 & Ok
FHBEEAERTZENH D 20 LiZn-T, #
HRW EIRIES D CTHE CH L. £Em7T T
=T MAEIE, FEN, MR EoB eI, XX Y
EREHER, i LIc ko TELT 5720, 21
B TH oo THEEBIRBEIZMH D FTREMEN H
5.

7 =T MAEOIRE E LCIE, Mg, &
R RO PHR DR, KWL, % v /37 BiEE
RSN & 2 DI, Z7 ' =7 MGE 2RV R
JE SO M AT 7> 5 BERL C & 22V ERFIZ 2RV T
1%, AEERHFBRECIMSE B DRI D H & 72 5 9.

A ATk &1L, FHREE X VAR OTCD &2
Wr L, TURICHMSEITRRERERE U A b~/ ek L, Ak
4 A THBFEICE S Z LN TE TIER 2 A+
L. ARBITTHE, FrAERM I L, 208
BEHIRZIT > TR, A% 3 0 H, BIBRRIC
w7 RS TMEAZHOR L. 2O E Y — K%
R SEIT RS MR U A RS BN & 72 0, SLIRHIC
RHSERFRE A S ATRE & 72 o 72

GE)

JEG] - Hilv 0 B IR

JEIFEMARE - fEMR 38 1 H, HARH R 485cm, H
AR ER 3,074 g, BARAL OO 7= b7 EYHIBRIC T HiAE.
FIENE : AU DEPIRRE, FHIRRL T RE &2
L. BEHRARIEH AR (RN, B

PEMEBIX OTCD O 7= DIFiEBmEH v (X 1). £
FHREEERFRER B IZEB W T, OIC &1is ¥
¢.505C>T (p.Pro169Ser) JiHI/N U 7 o R D3RR S 4L
TUN -,

T LILFX—E L.

BUREE : KILOFRICBWT, RS REHIER
BIC OTC BIo TEBRVHEZR SN TV, £D®H
AL, HERFP LY OTCD OFREM: AR I T
Wie. AJEBEICCTTERR 39 1 B EYIBHIC THY
AL, HEmo 2T I/ BEHT, B 1 IZRTA
FEER AT, IR T X R ir & S5k L=, HZERED
M7 =7 T 89.3 ymol/L Th o722, &
# 20 BT 168 umol/L & EH- L7272, MmN
OVEVEZEZE L A JFEBE 5 4B NICU (ZHEBEk
EIN TAX =R EREEEN DR EFR
FTRIDL, Jx= AT NI DL, LY~
BHIZLY, MP 7 rE=THOREL (3040
umol/L) 235 B A7 72 O MR ENTIZITE B /e o 7z,
FHERE, HAEB OBz, H7 2 ) BROH T
> MV ARAE, A e MEEEE, TR REER TS
TAn hEEH XY OTCD &MLz, £/~ Hifm
12 (282 U7 BB R ok DNA IZB W T, A 7
VX vy 7Fy—licLdskitRy—r =% —%
FHW =t (59" S DNA BFZERT) 12k v, OTC &
Bz, BARERE, RBEARERE LR E AT T 2 R
[c.505C>T (p.Pro169Ser)] 23 [FE S 7. Hili 19 12
FERO B 2 CliBliL B Er ¥ —%%

7o, BHZ OTC Bin A RRKZF O ATREMER & <,

AT DERRR R OREE L IR A H 7=, D7
DEN D OARIFBAE CTIE72 < MBS £ L
VN ECHIET S A, BMSERTREAE OFFRE U A MICB GRS T
7o, AR ICEEEFBT NI UL, 7o = VEER
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<MmsE> <HA{bE>
WBC 10,400 /pL T-bil 0.5 mg/dL UA 2.7 mg/dL
RBC 428x10% /uL AST 41 IU/L T-Cho 546 mg/dL
Hb 10.5 g/dL ALT 24 IU/L TP 5.4 g/dL
Plt 63.3x10% /uL LDH 283 IU/L Alb 4.1 g/dL
Hct 31.7 % ALP 315 IU/L Amylase 27 IU/L
MCV 74.1 fL y-GTP 52 1IU/L Glu 122 mg/dL
MCH 24.5 pg CK 216 IU/L NH 172 pmol/L
MCHC 33.1 g/dL BUN 7 mg/dL
- Cre 0.20 mg/dL
<m&HR> Na 143 mmol/L
pH 7.375 K 6.1 mmol/L
pCO, 32.1 mmHg |C 112 mmol/L
HCO;" 18.7 mmol/L | Ca 10.1 mg/dL
Lac 4.8 mmol/L |P 5.7 mg/dL
250
-8-NH3 (pmol/L)
200 —_—
= Glu (mg/dl.)
A
150 .
il L A
I:F 4 AN ".A L
i 100 : il A '_"’". A
B V\j v w
50
0
1 2 3 4 5 6 7 a 9 10 11
Bhoy—
(keal /day) 58 8 110 8 100 95 141 112 101
SLRYER
(#/ke/day) 0 023 069 0.27 0.55
AR EB%(8)

B 2 AR#&&a&

ABIFR B2 A B R REOHEITE T v E=T MIEAMEI T 5720, ABR2HB TIAZ 2B LT-.
MA7 =T REOREMIZEDLETI NI HLEZ L.

FRUTA TAX=, ¥ bV UIREEISINZ T,
&Ry ERIL (F5H1S-23 2 17), 13%@E 2
NI BIORFLIZT, 7 /8 1.7gkg/day &%
NI EERIRE S LIRBEE L7z,

%3 NHARE 30H 28 H), K 588cm (—1.2
SD), 1K 6.1 kg (0.4 SD), HEEIDONEHEDH Y F%
AEEIUK TO7d A Fbix=z L. mH7 2 E
=T RS (186 umol/L) 12 XK W 4B PICU (Z#7
BEict S 7z, MPBEs 2R, IER8H 0 UL OHE)
TICHEFIIRON o7 T ' =T EI

172 umol/L CTh > 7-. FEMEREL Y, BBl X%E
B L Limm 7 =T MIEZFIE Lz &l L
7= (F D). TR X0 BkOREE L2,
SR RAL B ST OICHEBR U v VIRIZ
50%7 RUkEzilz iz 10%7 R gz HvC
GIR 10 mg/kg/min |2 TR & Bl L7z, TL¥F =
(240 mg/kg/day) ZFERE G- L, & FEND T
v U (200 mg/kg/day) , ZEARET R U T A (233
mg/kg/day) , 7 = = VT MU T A (233
mg/kg/day) Z#5 L7z, ARt 48 Rl kv, Hib



W& D@7 =T IMIEDOHEELZB T2, 13%%
BINT EXRTBRERHALZRB L. @I v
JRBIOVF R RERILEAMB L2 ol 7
VESTIREZ 100 pmol/L LA R ICHERF L7z, 1R¥E
A 2 1ort. AR, OTCD ©7-H B &
X — DM AR RE ThH - 72208, &% 2 Al H
DET =T MIEZHEIC B &2 ¥ —MIEAT AR
FAERE Y A hD AL E 72 o7, ABE 10 H BHIZHH
FERE MBI T2, ABt 11 H BIZHsEHFZ4E B
HIZ By 2 —~Enfiffnx & e, 2OE A, 4%
4 ) H TR A s S i-. Bk, AU
E KRR L 0 — BRI R S R A LB L LT
D, BIESEIES RN - 7278, B & o Z —lERR% 99
HEH (A% 70H) ICBPt & eoT-. %I
7Y AANROIZHITTEBY, OTCD 2445
PRI E L 220, X T HIRD WS &
PDHZENAREL e o TV A, 2 WS CORRE
RIS TH D,

(BE2)

ABNL, BEHZFEZRIC OTCD OFIERN S ~7-7-
b, HAER X VR 2D H AR OTCD &
PWHZED Z LN T, WBLOBERERE L 4E
IRITFRRE N IR EEC 3 o 7272 8D, L) HMSE AT Rl
Y A MBSk E T T2 AR 3 DA TO®EmT U E
=7 ME 2 B IMSERT AR U A | B 720,
1% 4 A CIRSEIFRB R 252 5 Z L v T& T2

BILORFERE & REAHELEIZ OTC BinT D
N 7o RREESITEY B, REHRERIC
IIAFBAEDBE: 3 8 > 7=. OTCD LIS DRFEY A 7
IVEEEIIEMEBRIE R TH D4, OTCD 1k X %
BREEEEREERTHD. TDD, BRI
OTCD OFEREZH T HREN B WA TR L=
AL, OTCD RIEY A7 2 HT 5. RIS FIRE X
0 ARREFRAE U A 7 DRI Lz 78, HAE%
T ICMIET VB =T EHEE DAL FRRE AN
1T, FHERMIZ OTCD &ZWHicED Z EMNT
72, OTCD IZBW\W T, FiEEZTE L, HAER
Bz 7 e =T RE, T X BT, JRE
BREER AT 21TV, B2 EIBIEN AZR1TH =
ENEETHL VI,

BRI, OTCD L2Mran T, 7¥x=,
BEREFWRT NV UL, 7= VBT NI U A, &
cLY oG L 2 R HIBRIC L D A% 3
A F TROBNETR Td - 7273, 2tk B K 2 2281
BT =T MAEEFRIE LTz, JREY A 7 VR EIE
T, BBk EoRYE, HE, Y, el —E
BARRE, # o7 BERREED R TTHEIZ LD,
A7 E=T]REN EH LTV, OTCD 25T
JRFY A 7 VEEIEOZMEINEE TR O EER D
I, eI T R T EEAR TS DL
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Thd. bR RIEREIEITMEENT CH Y, M
Y =T REN 250 umol/L P EDE, ik
ENTREBREEIND. MHFT =T RED 250
umol/L K DEE, & 137 BALMIHIE L OEEY
FIEZAT O . AKBIDE T > =7 MAEFSER o 1
T U= TR 250 umol/L Kl Th o727,
& X7 R KOS RIE IR LT, # 2Ry
FALIHI O 7=, EIRE 7 R RO LE L 7
D05, 24 WEREIN G 48 M A % D & v /N7 I
OHWIE, BALTCHEIC LV &7 =T ME 2 H
IHDLH. EDD, 48 KHRLINIZDBOMET X/
fe G T2 78 (0.1-0.3 ghkg/day) Z A9
HMEND D, 22 87 FIBRIZIN 2 TR
HLUWETHD. TAX= ML) %, 7
VESTREDRE S Z Ry BAGIEIER 2 A
L, ZEEFRST NI ULE T o= VEiET Y A
I% alternative pathway Z #1945 Z & THREHEMAR
HEIKE UTERT 2 . KEITIE, & 7R e
PRI L0, RO S T e =T R
EaETFFHZ ENTET-.

ABIE, OTCD & ZWrikE HIC, TR O ATRE
PEIZOWTHE AT 7=, BIRDORHNE, OTC EisF
ZERARIKZE O FREMEN S 0, AT IH IR B O REFE R
EEGE AN 8 > 723D, WE A B O AR 13 IR 5 &
YW STz, F O ORSEITF RS ) A MRk
THZ L&l oTz. MRS Y 2 N ONEALIE
IHFERT AR B G E T LS X | AR, I, B
PEEMED 3 RCESEIANZ 2SR E S D 19, ik
BALIRIEDS O BERL T X 22 WGER, AR A4 0 IR
TIER], FED X X7 EERHIRE L3 LT HIE
Billx, TFBREO G L5 DI,

AV, FrAaRMICINZ A% 3 P ARRICE T E
=T IMAER A Ul 2 &5, BMSERT RS FR B i U
A RO BN ET Stz T OfEE, YA
HZ R —RHBLL, &% 4 2A THFBRZ1T5 2
EINTE 2. AL OTCD 721 Tld/e <, & To
IRFBEW A 7 VEETEICK LME—DRIBIFRIETH 5.
PR IS 7 v =T IEAE 292 &3k <,
Z N BRI RSOEMIRIE N AR E L 72 D DD
18, RO HESE LTIV 528, BhE% O
APHEY 270, A% 3 PALEFELIIKES
kg WHZ & SFLTWD . ARKFRIZI 1T D IMFEAT A
OFHFEHIFIE, Fi a2 b T I FRETHD
19, BrARFEAED OTCD B Iz xt 3 2 T8l (kAL
JFhE, ERTFBMOEE 2 51e) F TOHFIZFE
¥)7-12 A TH 2 102020 BFEFFBAEIZ OV T,
R — B E TR ORI TE A2, LR
ST, ERFBHENREEREFIC BT, ERFR
HDOBMW & Z T HE < LD T2 B SE T A B 5 FF
BEU A M~OBERZ XY, BRI OENEZ BT
TLENEETHD.
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W L, BB R U X MR LT
A, B 4 D H CIREITBAE 22T A Z 3T &
7. BRI R EE 72 OTCD BEF 2B W T, A
#% OB 722 W X 0 IMSEATF AR £ ¢ o #I EHE
IZORTFHZ ENAREL 2B,

(B REIR)

AREwSCTBA LT, B3 & RIS HE S B g IH | X
VAN

KA SCRFIZH D, FRHOFEHEH G F O TR
F Lo EICIARBEET.

(EHBH)

WIS, FSCOMIE, TV A 2, T =2 DIL
5 - OWTR KON, RRSCHEZAT o 7. SR —
BN, SEBIOTEINA B DA, SO ZAT
2Tz ETOEHD MR ORMABEIT 72,
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Case Report

Early Diagnosis and Prompt Waiting List Registration Leading to
Deceased-Donor Liver Transplantation in a 4-Month-Old Patient with
Ornithine Transcarbamylase Deficiency

Department of Pediatric Diabetes and Metabolism, Shizuoka Children’s Hospital
Takashi YAMADA, Shinichiro SANO

Ornithine transcarbamylase deficiency (OTCD), a urea cycle disorder, is an X-linked metabolic
disease characterized by a congenital deficiency of ornithine transcarbamylase, an enzyme
predominantly expressed in the liver. This deficiency leads to the accumulation of toxic ammonia in the
body due to impaired conversion of ammonia to urea, resulting in hyperammonemia, which can cause
neurological damage and life-threatening conditions. We report a case of a male infant with a maternal
family history of OTCD. Early investigations were initiated immediately after birth, as the patient was
at high risk of the disease. On day 0, the patient developed hyperammonemia and was diagnosed with
OTCD based on biochemical and genetic testing. Due to parental medical conditions, living-donor liver
transplantation was not feasible, and the patient was registered on the deceased-donor liver
transplantation waiting list. At 3 months of age, a second episode of hyperammonemia occurred, which
prioritized his position on the waiting list. At 4 months of age, a brain-dead donor liver transplantation
was successfully performed. This case represents an important example of how early postnatal diagnosis
and prompt registration on the liver transplantation waiting list can shorten the time to transplantation in
OTCD patients for whom living-donor liver transplantation is not feasible.
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A Case Report of Immediate Allergy to Baloxavir (Xofluza®)
Confirmed by Drug Provocation Test

R NVSE DNEANVRR S o 9L
FOI Hi, REE T, IggmAF, &< &Y, 2 &
Department of Pediatrics, Hamamatsu University School of Medicine
Mizuki NAKAGAWA, Yusuke INUZUKA, Yukiko KATOH, Ryuhei YASUOKA, Osamu NATSUME

D

N8 X E U 2018 AR IE SN FHOFA v IV o B A L2 TH Y, BT L L X —0D#H
B b e, REKEBA v ATRNCRE LR, g ey erzRAL, RA 75 2%
\CR2F O EWGWNHER SN, 20 A%ICE-LIZEE Y v 77 AR (XX H e/l 10mg/mL) X
BRMETS o 72y, s (e XYL 40mg) TIE, HIR 75 RIS, WS, 8 L0 s
NHELL, AR T VX — W L. REFIZE LT, NaexdeanglmiRAcd Rt v
N =R EFRTDARENSH D 2 L2 BT 5 B THETS.

XF—U—R: HiAL TN ALRIE, ST L L —, SRR

(FE)

T LV =i, PURICRSR ST bEG )
S B N EAR 23 B3 2 BRI L 3 — SOG
&, BRI B R ITIEIR 2N L3 2 FEANIRERY
TUAX—RERd L. Fiz, RIRFROBT D% <
I% IgE mediated T& % 7%, non-IgE mediated % 17
& DRI S AT 5.

INRORNRTRIEN) 7 LV —1%, BT L ¥ —
2 & 2 AR RS BE A~ V. L L, &E
REOMZHBRIL, BT LAX =720, &
% ONIRIEIZ K 2 ARSI CTdo 2 ATREME & B &
LCRRaIT O RERNH DH. —ixa9IZ, BIRFRIEEY)
T VAR =% Bt HAOREIX, KETY v 7 7
A&, EHEOGEITRNRAE BTV, TORITHE
Wi 3858k (drug provocation test: DPT) (Zifde. 3K
N Ko T, fliBhgln & U CReZ 1gE MR DT
5 END L. £, GFHEEERIEMEARER
(basophil activation test: BAT) & RIIRFAISEY) 7 L L
F—OZKREANCHND Z & TE S, non-

2024 11 H 26 B %A+, 202541 H 7 H =8
Corresponding Author: HJI| i

T430-0929  Fd WA T e X e —T H 1-1
TEL & FAX:053-453-1111-053-401-0081

E-mail: mizukil9work @gmail.com

IgE mediated OHEFOBEIIIEIEIC 2 5. Z DT,
WFAUZ LT HREEZRNICIE DPT 2B L 725 2
EMZ.

w2 UL 2018 4R 3 AIC R L 2o T
Hif v 7N oA LAIET, ¥ v v FFET
VRX7 LT —EBHERTHDL. A T oYY
AV AD mRNA GO ZRET 5 2 &1
£V, FIOANZDREFET D, LI LR b b
TSN TH S 22072, BT LV — 235845
2 B FESORE T 1B 5 20T 2 - T,

Al N\ Y EAOYIEINR TIERDBSFHERE S,
K& 7Y v 277 A bk (skinprick test : SPT) [Z[&M: T
H o728, DPT NBHETH - 722 E NSRRI T L
X — L2 LT ER 25T 5.

CEBI)
12 5%, &

[BEERE] 7L ¥ —@BR L, NaxdeLoff
HRER L

[FHRE) 7T L= L, NaxH o
il I L

(B ]

2023 FEELH, BEDO - DEEESZZ L, Bl
TA 7N A LIS 207, N1
XY BN 40mg, L-HILHRT AT A 500 mg, L



&1 BRETIVIRERR

5% (mm)

INERYR

HEYANY S

NOFHEIL (10 mg/mL)
L-ARYAFAY (500 mg/mL) |
LIZER (100 mg/mL)
NIRGAFYRY)VEEE (10 mg/mL) '
[EFoih

BHEAR (EA¥3IY 10 mg/mb) *

OO O O O O o o o

X T VNF VAT T yF xR TN A ] 2.
T BEA & S K CIRfig.

NI E R 100 mg, NARHF AT R OUERRE 10
mg MBULE &7z, 113045129 A, VRV A
L— (A= —FW), ~AH> K, "AF v
ZEIL, BRICAFEELETRERICRA L.
12:15 |2 &5 2§95 & B OBk HEL L7, 13:00
R S B L7272 OB A ERE Lz, 13:30
VZHTEA~HE SILEBRIC, 2 OIS L 8B RdH Y
7 RUFU 03 mg ZHESN, 5 %ITERIZ
B L7-. 2 A%, BEDT- DY~ SnT-.
(BT L]

MiEARA L, # IgE 783 TU/mL, A X4 IgE
43.1 UA/mML & BAEIZH 7208, /hNEL 05 7V T
VREELA) IgE 13 <0.1 UA/mL Th 7=, SPT i&, /)
#, ~AW v b, RALEEYITeC@tEcho7-
(F1). 20D, /NEL~AD Yy MIHETOH
B, A L7 3EMI3wBE To DPT %17 9 JFidt &
L, Ri#EEPLEHTOREZIE L.

DPT (%, T WA AT A 500mg HEL LN
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IR 100mg BEAZZNEA 1 BETITo72. HARL
T2HEMBIE LE=NT L —ERITHRE T, B
PEEHIE Lz, RINa 9 EL 20 mg $2% 2 62

(F+ 40 mg) WARL7=. PR 1 BER 15 012 12 iEmik
& wheeze 2N HEL L, 1 FFfE] 30 012 (AR 3 B & 5
lpotztcw, Fufsr—L (10 ug/ll) % 1[5
e N USESRIZIE R Lz, 2 Bt H S RITEEES I8
DHBLL, 2 K] 30 pZICLAEFY 0 2.5 mg
ZAAR L7, 3 KE[E 30 341 BEREEIR 10 B <
720, 2E 0K 8 EIOEMICENHE L., ZD
BITRAICHEBLEZ (KD, LoTaxHeELo
DPT (X5 & fE L=,

ZOHOFEL, N XY ELONRE LR L L
7-. F77, NaxHYELORSmEO SPT <° BAT %
Frat L7z 2y, SUERSAE)S 5 O FFR -0 A F )
OB EGLNTHITTE R o7z,

(B

AIEFNL, RARLCEIED 1 & B L O fif A
ENZH DD LT, Ne XY e X 2RI T
VIV —Z380E LT/ NRBI Ch - 7=, 37T L Lx
— TR E RO 8L DENNNEETEZ SN
TWDZ EMZND, KIEFIT DPT CTHEEZWTIZ
BAZENTE. £ SPTRRETH-TH, &
M7 L vxX—LE UL, BY~OHRFRT L)L ¥ —
EEMNZET, BETLHZLENEETHD.

AIEF D8 1 4 BN K B BRI 7 Ll 3 —
DRI non-1gE mediated D RIFEMERH D &5 2 7=,
ZOHHELT, 1) NaFxH o HENEL
BAEFVEE SRR, 2) Na 4 eLEfhodt
AV TNZ T AN RIE L EIEDN R R 7K
JoINEZIZL W, Lotz 2 SOEBANET 5N
5. 1 OHOBERICE LT, ARSLEDFHEITA
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FEEBOEE LR B pas KEE (BEHENT)
FEMIgERIE BT pas Re] (RENFEELEL)

WAREHIZIER 2V B FE S viz. a5 EUbid 2018
3 HITHE 5 SHL72A3, 2019 4 10 A2 B AVREFR
FERPD 12 AT O/NEA~OFEH A HESE L 22 &
FThHEENFEHIN Y. EniL, Fllant U
Jb ZJEYLIE D FATICAENA 7 v o B OFRIT A
Wb Uiz ZEhh, 23 m F 9 BT 2020 LA
FEAEHM SN TE LT, RALHEIRPHE 5720
9 BIZARM LT e aTaetEidfied TRV, 2 >HO
HETHIMA IV A L AEOFELH &
HEIEICHOWTE, N X E L OERBERFII Yy >
TR RX 7 L7 —BETH Y, thodiA
VIV A L R AR RSSO & DY L
2. Fo, FyyvTKFET S P2 LT =
FEOERET 2" T hoED T Ehisn Tk o7,
FiA v oA L RPN b AR G &
RTAREMED B DHEEOFE TN E B2 b D.
Ko TEAERNAHTH Y, non-IgE mediated D FJ
REMENEWEE 2 7.

BIREARY T L L% —(Z1E IgE mediated & non-IgE
mediated 28% V), BRARE REITHEVD D S . non-IgE
mediated OFEFFE L THLN TS HDIERE L
BT T42H5. 1 DEIE, MilfEEex /v %k
PHEEZ IO, SEIEREYORKET L)L
X —OF L L CIEHFEER SN TS MRGPRX2

(Mas-related G protein-coupled receptor X2) %41 L
TR ChHD. 2 0HIF, EEAISCTIZTFURED
P TN DA RIEM LB E O, 3 SHIL,
PIRAH R ETIOND YA N A VRIS, 4
S HIZ, NSAIDs THIHH % COX1 FEIC & 58
T&H 5 Y. IgE mediated & non-IgE mediated % K& <
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FUZIBAEREE 0372 <, BAT OFFEM IgE Pl
DEPEE WS TR B 2 Y. ATER Tl FRE RS
2372 <, non-IgE mediated DEEFT % 5> TV D73,
BAT (Z[FIE G DRI oo O Fhi T & 7, Fr ik
f IgE PUAMR A I TMATH H 3MFE L72 V. b L BAT
M THIULE, non-IgE mediated D FIHEMEIF X D
@< RD EE RN, AENIHITTE ol F

72, XY LN MRGPRX2 72 & &2/ LTZ &
ZEESET D INIREE S AR L, Mg LA T pE
Tl 2o 7.

AEBNZ, DPT MBHEIC S 2303 B SPT 7232
PeThol-. YT LILX—0 K ERE I3 E
|Z nonirritating concentrations 23 ¥E SN TH Y, £
NHEZBIREEITY 9. LrL, Nedden
D X9 THTHEEY R, RS 7R D B DD TR 3R
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FEVX 49%, FENRRAE DRREEIL 73.5%FE & s S
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D 110, 7TF 7 4 7 F L —DHATE 1/100 7> 5 B4
THZEEWLET L LR SN TEY 9, A& L
LTCINEBRHTRETH-o7=LE X 5. DPT Y
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720,
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Case Report

A Case Report of Immediate Allergy to Baloxavir (Xofluza®)
Confirmed by Drug Provocation Test

Department of Pediatrics, Hamamatsu University School of Medicine
Mizuki NAKAGAWA, Yusuke INUZUKA, Yukiko KATOH, Ryuhei YASUOKA, Osamu NATSUME

Baloxavir, a new anti-influenza virus drug, was released in 2018. Reports of immediate allergic
reactions are rare, and the underlying mechanism of allergy remains unknown. A 12-year-old girl with
influenza A was administered baloxavir for the first time and developed a generalized urticarial rash and
cough after 75 minutes. The skin prick test for baloxavir (10 mg/mL) yielded a negative result. However,
a drug provocation test with baloxavir (40 mg) was conducted, and 75 minutes after dosing, the patient
developed coughing, wheezing, and a generalized urticarial rash, leading to a diagnosis of immediate
allergy. Despite the absence of prior sensitization, immediate-type allergy should be considered as a
differential diagnosis, even upon the first administration.
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A case of 9p trisomy with global developmental delay,
dysmorphic facial features, and ventricular septal defect
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BRI L7 Vv — AT 21TV, 2 B —5igi >

177 LB L OER PCRIZEWNT 9 BUEMRERIO = ©—Hf % [FE L7z, el G sl LU SKY
EORRENG 9 P Y I—LZW L. 9 P Y I =34 FRICHEORWFLREEAKRLN) Y I—THY,

FEEEEN, SAIBRSIURL, BRI,

TADAORMTERE S 7o & O kAt 5 S,

TRV ERR L

2T 5. 9p FU Y I—E, ZLOBEA, BOWEREEICHKT S, L LAFIZIBWTIX L7
HEREITRRD T, denovo TH D ATREMEN B E & 2 b, JFIKNRIA O MR EIZ S5 S8 E L2 S0

H5E0E,
T L WH T XARHEE SN S.

G YiETe E THOB OB RFMEERT 2B L, RH 20 W E ISR AT

F—U—R: 9phIYVI—, BAPEFEIEER, FPERET, BTrY — LT,
a2 — %% 7 (Copy Number Variation: CNV)

=y

Lt R DE BF T K DIEMRRE O L < 133822
WaET L. FlkitRe—r =9 —%5 iz
T DR EAR OMEARI A, HIAANZ & T LGE
MEOMBRBEELRET IV T — LM

(Copy Number Variation : CNV) 723%t% < [FlE &1
TW5%.

a2 1%, SArETSEER & TR EEE AT 5
BIRICK LT 7 Y — AT 2470, 9p R VR
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—DZWNCE S TIEPI 2R L2 DO THRET 5.

CIEB)

EF] 45 B

(3] BN, SfllEtE, Z28)

[FHERE] A2 36 %, B} 37 ik, MURESZ L, #hf% -
R OFERIE 2 L, BOFER L.

[EARE] R R FIH e L. 7605 40 A 4
B 8ot cHiE. HIZAERTE 2654 ¢ (<10 X—t&
YHEAN), HE 500 cm, FAPA 32.0 cm. HAERR
e L. Hifin 2, OEEHREKIEIE & 28 <4, NICU
WZABE L7z,

[Z65EHE] SHE 320 A, BiRY 7008, ME 1%
5/)MA, ITEFAL 1% 10 A, AEE REH
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chr9:154669-65284417(GRCh38)(CMH T E—#uEmN

1 IBEBHEOXHMMEER

9p24.3-9921.11(chr9:154669-65284417(GRCh38))I1Z /27 T, =2 B —uE Nz 789 7.

K 2 oBREALOBEEFICET HjNordiER

9p24.3-9021. 11N E T DB a1 CTIHERA L Hicy 7 FLTEY, ZOMEEOELE O 2 ©—ENE mIfEENE L7z,

[REAER] L= FR B ARUE « 2245 3 20 H BRICARIBTT
ZHEAT S 7. ELAE.

[BURIE] NICU BBEt4, SHIE AR OEEHRE IR
MBI SH, 11 23 BT b BN SRS, BRI
ERBE S Uz,

ZDH% bMS  BEFEOVTI L REST, A

Lo R LAESORE, FEIEHR RO bz,

3 10 0 H FRIENFEEEH O EEZFE I
W, UkEafRirz2 L.

(TR Gk 10 22AKF) ] & 92.0em (-1.86
SD), {A®E 12.01kg (—1.73 SD) M asIZ AT R
L. B EmEo E0E, EmExo&l, tgiA
VRS, HOMERAL, BR7ZRJEE, WNIRAEKL, £%
DAREFE. DU : W2 5 f8, /28 3 Bk, 45 4 Bko
B, FHEER - S, #kEE, R vFh b iE
WL OUREOMELCH U - BES L BT L. TR A
EREIIZR L, FEAELRLFAL, ST L 0
REEBEAD. WHEENRL, BFRNEREE. RN
bHEMERTDHRE, DAL bRLND.

(AT ]

[ A A ]

Na 140 mEq/L, K 3.9 mEq/L, Cl 104 mEq/L, Ca9.7
mg/dL, P4.3 mg/dL, BUN 9.8 mg/dL, Cre 0.25 mg/dL,
TP6.6g/dL, Alb3.9 g/dL, AST26IU/L, ALT 6 IU/L,
LDH 208 IU/L, CK 39 IU/L

DEThi K 2OR8 A7)

27% 5 /A AfEE DQ41 (KB EH) 34, A1)
i 44, Sik-the 38)

3% 6 20 H - AfEk DQ31 (LE-EH) 24, 8-
& 33, g 31)

[TV — LiFHT]

BTV — MMEHTIE, IR ER RO MMERR AL
BEOEREZ T ER L7z (22-079). HIWE NE %
BAMHA~CEEZHWCCHRA L, EmICCREEZS
o, BELZOWMBORMMBEMER S Z ) A
DNA Zifith L7z, BEICxI LTy Y — Afiffr &
AT L7z, RBRKS: - S8AEDIRITZERT - BiafE e
Bt o # —IZZFFE L, Twist Exome 2.0 5+  (Twist)
FHWTCx Yy I F ki, 7477V %
NovaSeq6000 (Illumina, 151bp) DO X7 =2 K —
T AT — T 2 AE{To7-. XU T v bz
— /L% DeepVariant % H\ 7=,

Matched Annotation from NCBI and EMBL EBI

(MANE) &5 10 & 737 FHRERET 98.8%7% 20
U— R ETHN—TEXTEY, B EIT+HST
Holz. —HHEELSC, A XD/ RFEARKIC
KB NU T MTIE, R OITFRD o T,
CNV fgir 7' e 77 5T % XHMM 3 & OV jNord (2
BT, 9p24.3-9q21.11 12 65.1 Mbp 0 =t E*—$cH4 N
Z[AE L7z (X 1-2). Lossofheterozygosity % #FAfl

=



R ERIRS/ N R MRS (ISSN 2436-2433)
20254 HFSEKE OFE1E 32

— et =]
<—xafpifdl Rifl—
S - - spmm—e o .?‘-.. ’ g e L L K1 °J - eew
89 3% T o
l.. : }-'.. . ; ::}o
. 4% ] g
bE Ak f B R |
SRR T S E A a1
L .o :o & 5 : .o‘. :
< - c e . &,1.:
] . o gl »:
| chd el o LB e
o sE.Hed oE7 e
"'T“ Tl T s
i b7 AN .
) e o of . Dl
S . it o
~ - o0 % ’ 3 P : q )
o | tabi. akith . ke B added
T T T T T T T T
0.0e+00 2.0e+07 4.0e+07 6.0e+07 8.0e+07 1.0e+08 1.2e+08 1.4e+08
Position

B 3 9BREBAEDHIM2AER

9T YL (R JL i O B-allele-frequency (BAF) 1%, 0-1/3fFiF-2/3f13T-1 & \FIFHIE MR T4REIZ b T 7 r y bt Tz,
BAF=XIZBIEFB)D Y — R | EONLEIC~ v 7 Si72 U — R (coverage DIEE).

SMARCAZ CNTLN

X 4

EEPCR
a BT 0 7T A TCNVR BRI - 9B YL AR ORI OWT, BB X OB OB E v Tl L 72 € &PCRAE &
o, BIRIZBWTOR, YEEROMLEO 2 ©—HEn iR iz,

7% H3M2 Tl 9 F YL AR5 i D B-allele-frequency

(BAF) I, [ZFHERMBET4HICOI T T R
v hERTEY, 9p MU Y I—r[EEMENEEDIL
7o (X 3).

o V¥ 7 1 75 5T CNV 2SEE Shi- 58
WIZ>WT, BEBIOmMBOBREKE HNCTER
PCR #1799 &, BEICBWTOARK 1.5 fFD a E—
B z2Rb 7= (X 4).

[BASERLN S

HAE R YL AR IS OfERR D T2 DYl G 3G
A L. BN 47, XY, add(9)(q21.2)Tdh -
7= ([X5). Spectral karyotyping (SKY) £Ti%, i
R aRIZIE 9 FBY AR OMYER DR 51
RO LT, LR AEREIL -7z (K6).

BIROBRIERIZ 9p U Y I—0BEH (E 1)
EELSAELTEY, ABORKTHD L2 LT,

728, ARG OWEIZ OV CIIFERICHHAZITW,
L CRIEZ 572,
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Reverse DAPI banding Spectral Image
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Comprehensive Karyotyping (left side: reverse DAPI; right side: SKY)
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e R HFE (%)
ILE & 99
B AT i JE 99
B 0D &2 95
NEEI 21k 95
HARIE 90
FHRIE 90
S i AR 90
B 5 90
Hi— 52 A 80-95
DA WEFEAE 70-90
=xs) 70-80
Y NE== 70-80
R ] B 70-80
EHIr A 70-80
/NREEESE 70-75
SRR IGIEARD 70-75
INE AR 70-75
R EK KA 60-70,
MRIGZER /B 60-70,
O 60-70,
RSE, BKTH 60-70
i BR RS 60-70
ICH AR E IR 50-70,
FHE%EE 60
AT 60
FRIlEN] = 60
% BE i k. 30-40
RIBATE k <30
NIRRT e <30
IFESIPN <30
b AT e/ A 2 R 48 <30
HieHs sz S R0 <30
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HeRMECEER 25
L2 TP g R AR 25
Ebsteinay ] 10-20
ERAE BRAFE 10-20
AOEO#ER 5
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INSESE, FRAfRIR NS
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i~ =7 &
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9p22-p24 (12 D Z E MBI LTINS V.

9p22-p24 IZHENLME DML ST P D
BRI EE (ST 1L, UCSC Genome Browser database
( https:/genome.ucsc.edu ) X> Clinical Genome
Resource (ClinGen) (https://www.clinical genome.org/)
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Lizeth © 7% 9p22-p24 IZF £ 5 GLDC, C9orf66,
DOCKS, FOXD4, C90rf72, KANKI & #e58530E &
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PSIPI, PTPRD, RFX3, RPS6, SMARCA2, UHRF2
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K2 XEFEEFRBEEICIBRBURBO—MBEST ) PV EI—DOBRBREOLE

AAEH Lizeth Martinez-Jacobo,et al.? Nataline B. Kardon,et al.¥
5% 47,XY,add(9)(q21.2) 47 XX,+mar.arr9p24.3g21.11 47 XY, +der(9)(pter-q13)
(46587-69 186399) x 3
H3k de novo ? de novo de novo
i3] M F M
IR REIEE HE9EEE : DQ 31 (36N A) FREE, BERAERRYT k7 L% HIFIFEE : DQ53 (1E%2H A K)
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EBEER (-) (-) (-)
/NBREE HER () N/A ©
7] BREBBE. NEAER EMEfL, BRR0E FEWIRE. RERE
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W ERETERR (-) R EREE RETH
XKEFERRE I RER
Z Dfth i)
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Case Report

A case of 9p trisomy with global developmental delay,
dysmorphic facial features, and ventricular septal defect

DDepartment of Pediatrics, Hamamatsu University School of Medicine
YHamamatsu City Medical Center for Developmental Medicine
3Department of Biochemistry, Hamamatsu University School of Medicine
“Department of Hamamatsu Child Health and Development, Hamamatsu University School of Medicine
Taiju HAYASHIY, Yusaku ENDO? ¥, Kaishu ODA", Rei URUSHIBATA", Hidetoshi ISHIGAKIY,
Takuya HIRAIDED, Hirotomo SAITSU?), Tokiko FUKUDAD#

We performed whole exome sequencing on a patient with global developmental delay, congenital
heart defects and dysmorphic features, and identified a copy number gain on 9p using a copy number
analysis program and quantitative PCR. Based on the results of his chromosomal G-banding and SKY
analysis, we diagnosed him with  9p trisomy. 9p trisomy is the fourth most common autosomal
trisomy and is typically associated with developmental delay, craniofacial dysmorphism, skeletal
abnormalities, central nervous system disorders such as epilepsy and brain malformations, and
congenital heart defects. This condition often results from a balanced translocation in one parent;
however, no apparent reciprocal translocation was observed in our patient, suggesting a de novo origin.
In cases of multiple dysmorphic features in patients with unexplained mental retardation, it is advisable
to confirm chromosomal numerical and structural abnormalities by G-banding or other methods, and to
proceed with comprehensive genetic analysis if no abnormalities are found.
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Corneal trauma of neonate caused by forceps delivery
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Case Report

Corneal trauma of neonate caused by forceps delivery

DMaternal-Fetal and Neonatal Care Center, 2Department of Regional Neonatal-Perinatal Medicine
Hamamatsu University School of Medicine
Akira OHISHIY, Hiroshi TAKEBAYASHIY, Syunya SONODADY, Yuki SEGAWADY,
Daizo UENO?, Shigeo 11JIMA?

Corneal opacities early after birth are rare. In addition to congenital anomalies such as glaucoma,
corneal damage caused by the application of forceps during delivery is also considered in the differential
diagnosis of corneal opacity. However, there have been few detailed reports of the course of acute
symptoms of corneal damage diagnosed immediately after birth.

This case involved a 3-day-old newborn weighing 3,340 g at 41 weeks and 6 days of gestation, who
was delivered by forceps. On day 2, a nurse noticed opacity in the left cornea, and on day 3, a pediatrician
examined the baby. The baby was transferred to our hospital’s maternal-fetal neonatal care center to be
examined by an ophthalmologist. The left cornea was severely opacified, and Descemet’s membrane
was damaged vertically across the cornea. Forceps marks were noted above the forehead, but there was
no damage to the eyelids. Given that intraocular pressure was normal, a diagnosis of corneal damage
caused by application of forceps during delivery was made. On day 6, the corneal opacity had rapidly
disappeared, leaving only a faint vertical white line.

Although corneal opacities caused by injury during childbirth often improve naturally, it is said that
corneal deformation remains and can lead to amblyopia in the future. Even if the corneal opacity
improves, the patient should be promptly referred to an ophthalmologist for follow-up observation of
visual function in cases of corneal damage.
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A pediatric case of immediate hypersensitivity to tosufloxacin
involving no cross-reactivity to other topical quinolones
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=)

X/ 0 REIET VAR —ORERONETD LT SOMANRERH SN TNDR, hARATZrX v by
BT (AT h A7 ax43 ) ~ORIFRY L)L X — T ImEN D72 <, BATERLRR K G E
DIAME & 7o o TR0,

JEFIT 6 T, hRAT7 XY U 2NR 10 2% ICEE OIS, 20 5%ICESOENHELL, KH
REEEZZZ L. WELHILL, SpO, A 84% (BNR) D=, TF 74 7% —DZMT7 KLF U
VMBS, Y4BETo Skinpricktest (A7 @22 100 pg/mL) (XIS 2 mm L FENE TR
FERIETHERBR b EtE Th o 7. EFHRABR T, NI 10 2R ICHESERORRE, RO MEMRE S IR
W E OIS N HER L7280, BPE & HE Sz,

fho¥ s v U RPEEIL, T 7uaxd T UdeE, 7Y UIRICEOBARER, LR eX
YRR, EX v T aXt s s RIRIEOBAARER - RIRANTEREBRILENE TR ZESUSHEN T T & D3R
.

F—U—R: YT LIILX—, bATaxY v, Fal, AR R, B3R

(k&=

T LLF—I1L, EAOD 10%DFRERLE S
Tk Y, X REETTEROP CIX2 &
HIZZWEENDD, F/aRPiEET 1L ¥ —
DO, MOZZERIGHEFD LT omARERE SN
TWD I UL, 2021 F4H /7 o L RPTE 3K
Thd hA7axHv o ViR (LT
r2T7axHr) MRIXIAEARTOR, £/ A7
2 UBEANE AR & REE T L2MRFEE S LT
RN, hARATa XYL T LV TN
7209, MRATVE, ARZEPUOGTEDIRE & 72 > TR,
Alal, i35 (drug provocation test: DPT)
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LD FRTaXH v Il L DRIy T 1oL
X—LieEZlr L-/NRICK L, i 2 v o REUE
D DPT ZHfT L, ZRAZERIGNED A HEZ ERE C
X2 oWET 5.

(IE1)

JEBNE 6 DT, 1 RN —EZT h A7
Y ONAREN B > 7=, WIEINAR 10 451428
HI DS Z 38D =08, = D% 3 B OWNAR TIXRRE
7einotz. ARl B KOOI N AT v X
UNITERTZ. MIEID kAT v Y o 2R
L7210 3 \CEm ORHZ, 20 5k ICEY OE )N
HELL, KRR EELZ2Z L. WMEAHE L Tk
D, SpO2 7 84% (ENR) DIz, 7F7 4 7%
—LMEh, TR URBEENn-

#%E, YT hAT7 R ORI L L X
—IZOWTHAETDHZ o7 BEEICT bE—
PR RER, BT LAX— (I 7)) b
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SPT IDT

100 pg/mL 25 pg/mL 5 pg/mL 1 pg/mL
fEEavrO—)IL 1 (=) (=) (=) (=)
FIR (-) (+) FEM FEHE
@Eavro—IL2 (=) (+) (=) (=)
EEavko—)L3 (-) (+) (-) (=)
EEavrO—)L 4 (-) (=) (=) (=)
@BEavro—ILs (=) (+) (=) (=)

SPT: skin prick test, IDT: intradermal test. ZMRE XN T NA T o420 VBRI & LTt

5 ANDay ha—dnFig kA

727, A TZ7axH o ONIRKHZAEIN . 713 O
BT T,

FEIE 4 MHBO N AT a X OIS
ML (basophil activating test: BAT [BML £f])
%, BEThoT. ERAEY, EMEEE LAY
o3 22T o E I M R 2 (nonirritating
concentration) ZZEIZEHEL 29, MHEAN14IC
WETHBZS LT, FREOREZ T LIEME
ERER LT, BIMES [CCECRIE 21572 L ThifT
L7=. Skin prick test (SPT) %, hA7wmF¥H v
100 pg/mL THEERHZE 2 mm LEETH -T2, K&
NFE (intradermal test : IDT) %, MR 7 x4
> 25 ug/mL TN L, 20 5% EEB R BN
oy ha—l+6.5mm EGMETH -7 BITICIEE
KT AT a XYoo 2gRlolzLUsMT 3 B
MR NIRTE 2N H Y, BAT & IDT OfER
ICTEBEN D 2 & L0, IDT OB O TN 2 &
212, ZDO=8, BT 4 4 O N CETHE
272 BT, FAf&EEEIT L 2 A, 44H 34
TS 7po7z (£ ). EROEFENS, IDT 134
Bt D FIREMESZ 2 B, hAT7a X LD
BIRFRL T LV — Offe ez W22 677, BIHEER 123X
ECRELZEST, DPT 2ifrd52 & L LT

FIE 12 202A%DODPT 1L, hAZ7axHT 0.5
1.5-4.0mg/kg & & A& 1 [E45r (120mg) % 3 [EZ5
F LT 30 4fIfR CHART S5 & L7=. DPT O]
BT 10 537412, DEORFERSHBE L. 20
%, B, B, Mg& P OICESROBO R A FF 2,
A 15 2121 DS O M SR IE & AR & PH Ol 2
DB L 7272 OB & HIE S vz, BORBlE o & T,
AfF 40 R ITIFIER S SGE A & 72 0, Afef 80 47
BITIERITEE L. Zhicky, Fr7aXd
U DALY L LY — L EZW S iz,

D F /) v RPEIE D AZZEFUGHEIZ DN T, ik
B mIRE S U TR THEHATREZ2 % 17 VR
HETHLI TV 7axd o U ilE 1%, 4 7axy

DUMREE 03%, LARTZ XY SARTE 0.5%,
X7 XY IR 0.5%D DPT % BUHEH O
RIEZESTHITU. 7277, BRRET Y v 7
O HEEIBREZES L2, 451E Hf)
BT A AT - 7o BATRBR IO T b e —
MR & I DIRIBERAIC 4 B R H @B AT 21T > 7228,
R DOF RIS BIETH -T2, ED%, A
IRHE 2 ANCREE U CIZIB N Cll s A, @ &4
T 5 EIRREBR 2T WMt Th o 72, BART/INRITH
T AHRREILDH D F ) o RNREE, hA T o
ol o rvaxH U ThD. TR
o OWNIR DPT IZFEEN GO NIRRT 72D,
Jov7adt U iBREOTEE L.

(BE)
AEIOFERFITIEL, A7 a X% 2% LT BAT
Fatf, SPT [ath: T -7-73, DPT #1T-o7-& 2 5,
BB 7 L L 2 —FOS S HHEL L E 2 INIc E - 72
77Xt o ERMOF ) v RNREIX
NRICER DT DR EPOGHEREILTE ol
D, B SRS LCERT Y7 axt v,
FruxVir, LR7RFYY L, EXFT T
Yo DR EHEDN N & DR T 12
FAZaxH o7 LLF—0ZWZiE DPT LA
PRDREST ST TFIEIT 2. B ) o o R
T L L —E, SPT X° BAT DK AME & e
SITVND 290, X5, IDT 2B LTI, ok
/oy FRPUEE FE O FERIAME SR FE - (nonirritating
concentration) |d B 7 7 % A FRPUHE H (2-20 mg/mL)
\CHARTIRIEEE (625 pg/mL) (2T A H08ENRH 5 Z
ERNELENTWAERD, hA7axH2 0 IDT H#
TR RE DA N2\, T D72, BHILR T oY
VU EBBIZ N AT Xt 25 uig/ml T IDT %
W T L7, g oy har—aiEe Lzl 2 A,
it 3/5 N (60%) T 25 pg/mL XL 72 o7 (GE
D. A—oOfEFay ha— s\t 525



pug/mL, 1pg/mL TIDT ZFEf L7 Z A, Wi
DWHRE BN THRETH -2 L b, IDT I

NAZwaxH T 5 pg/mL LU FIZEBER Iz <
WEEZ LTz (F 1), 723, AIERIT S pg/mL 23
Btk & 72 2 DT DWW TR, BRRF R S DORE 135
SN2 OB TE TV, NARTET T
<, EHBANZ BT DPT BERIC -, IDT 5
PERENENENIBER D &V, IDT 1ZBBENZ <
R & UGl SRV ATREME B 5 91D, —TJ5, DPT
(B LU, TR IIREmAICIT O 2 E R HER S T
W5 . BB Y L L X — DA, FERAR in
vitro AN EVE DG AL, BN T 7 4 T % o—
Th-oTH 3 EREIZHEI L7z DPT OfT M ELE X
T3 1),

X v U RHIEIKIC X D AR T LV — K%
2 BAT 23S NI Do TR, AR, AR
T LT —=ROGOHIT S I IgE HEOREENH D Z
ERWEINTWS B O H T Masrelated G
protein-coupled receptor X2 (MRGPRX2) 1%, itk
WON a~w A 8T IgE IKRFRICER <
A IR 2GR L LRI 2 L = & 5 Z & 3 A
HILTWD 19, X v RPiEIE Y MRGPRX2 %
FST 5 Z EDNMEINTEY ¥, ZOEIL BAT
NEEMETHD Z ENMBENTWD. ARERFNIL BAT
DEMET DPT BETEThH - 72, 2 IgE KFHY
TH->7=DN, MRGPRX2 # /1 L2 i TH > T=D
DI OWTIEIH SN T 2 HIENR L, A% OFRE
ThD.

X0 U RPIERIC K DAY T L ¥ —
DREZRISEIZ DWW T, Gonzalez B, > 7'~
DXL AT LAX—DHD 34 3L TES
v7ux%vr DPT B, %y 7axtv o7
LAX—D 34 1 4Tyt DPT
BtE &, 6 4 4 4 THOF 7 b o RHHEIRIC L%
FOSEDRH-72 LG L TWA D, —J5 T, Lobera
HiE, e a7 LAY —D54% 1 4
TlLA7uax¥ v DPT Bk, VAR 7axdo v
AP 14Ty raxt v DPT Btk e LR
7 mF Y TR EROGHEEW & A L Tn
549 L, WIhvh hRAT7aXxH v BT 5
REHIATHIL TR0,

fhD ¥ 7 v L RPUE IO IR BN L 2
WA CTE D2 E&FEATE 22 LI, BRI E
FOGPE NV L EER C & 72 2 L7 B 72V Al BB
PEnRd 5. BT L L —TiER2 b 00, Bl
PERZFGR T A R 5 A 2 2020 IZ33UNT, Hefil iz
KA B LTI & [FARFEONIRES S FE T, &2
EZRIGE GOSN LR LITHER SND Z & 2VR
SNTWD D), 7272, ZRDBEIRERIT LV —T%
FIERDZ EMEZDNIAATH D, £, BIFER
TAMRBRNTX 5%/ 1 o RHEEOFIT )3 (R
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BALIEA, A%, b LIRIFEY O NARFERCTES 373 B
S, BEHREG LG EITERNFERE S L0
EIYMITIFHOEETHS.
SRIOBHFORA L LT, Jr7axh o
IRAFTRBNER TE T &, BIICx LT,
A7 XH v 5 pg/ml O IDT ANEETE TV
RN L, NARSEAI & AMRRFI O T, AR L
VX — DR FEREME & IEHEC R T & 2 AT
HLIERFETOND.

(s

AIEBITIE, FERT, BAT TIIR2Wi 207,
DPT TR2Wid 252 ENTE hATaXH T Z
LAY L ¥ —%2 2% 35 LT, IDT ICBH L
TIIh D F /7 v R OIERIPMERLE  (nonirritating
concentration) TIIAGEN A LND Z LG, T
7R REORMNPVLETHDH. =, hAT7axH
VT ULAF—ThoTh, llDFx /) v RiKE
SR II R Z SR ST RETH - 72
DG, EREERL T, RERGIEOR BEE KR
T AONENRDD.

(BH/~HI8)

ARG SCIZEE U C, BAZR T~ & FI 3840 S B S IE
20,

AR, 2021 4E3 A 21 HOFE 2B BART LV
X - TSI TRE L.

CEFEED

=M E R, kAT, ZiEE, ZH T,
FRSLOWERR, TYA L, T X OINE - SHTE L)
IR, G SCHEZIT o 72, & TOBEE D HBURRE O
BB AEIT o T2,
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Case Report

A pediatric case of immediate hypersensitivity to tosufloxacin
involving no cross-reactivity to other topical quinolones

Department of Pediatrics, Hamamatsu University School of Medicine
Masaki KODA, Yukiko KATOH, Ryuhei YASUOKA, Osamu NATSUME

Although evidence for cross-reactivity in quinolone allergy is gradually accumulating, immediate
hypersensitivity to tosufloxacin tosilate hydrate (tosufloxacin) have not been reported, and testing
methods and cross-reactivity have not been clarified.

A 6-year-old girl received tosufloxacin. She developed facial wheals 10 minutes after ingesting the
drug, and generalized urticaria after 20 minutes, and she was taken to the emergency department. She
was diagnosed with anaphylaxis based on stridor and 84% SpO; and was treated with adrenaline
intramuscularly. A skin prick test with 100 pg/mL of tosufloxacin was negative with an average wheal
diameter of 2 mm. She performed a drug provocation test for tosfloxacin. She developed swelling and
strong itching of her lips, mouth and eyelids 10 minutes after the initial dose. This case was diagnosed
as immediate hypersensitivity to tosufloxacin using oral drug provocation test.

We administered nadifloxacin and ofloxacin as ointment, levofloxacin and moxifloxacin as eye drops,
which were also negative, indicating no cross-reactivity.
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Streptococcus pneumoniaelfiliif B 15B/Cic X 2 Ji F 4 HE 5 58

Z &2 L7z A 7 v —hEMREE]

A Case of Nephrotic Syndrome with Primary Peritonitis Caused by
Streptococcus pneumoniae Serotype 15B/C
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Department of Pediatrics, Hamamatsu University School of Medicine
Ayana KAWANISHI, Ryoichi KITAGATA, Hiroshi UCHIDA, Isao MIYAIRI

D

FEERE DO H H/NRIT%E LT 23 [l I AR ERE Y 7 F > (PPSV23) OB NI T
7273, 2024 4 8 A DBk 20 iR ERERE AR T 7 F 2 (PCV20) DBNBEFESAF CRIGE L 72~ 77,
T I F U DBIUIZOWTIIHA BT A TOHELENR 72 <, BGOEEIIZRONTWHONRBRTH 5.
JEFIT R 7 o —BIEMEREIR O 2 % BIR. A7 a A RIGEEMGNS 4 B BICRE, 18, Wts 2L, M
WEEHE D> & Streptococcus pneumoniae 73R S 7=, [RIEIC L DJFSMERER R 22l L, &t 2 B O bR 3
RIEEIT 7=, AVITTERE 13 M REREE AR Y 7 F > (PCV13) % 4 BEEME CTH -7, SEfRH S
Iz Spneumoniae OAFFEMIERT T15B/C) TH Y, PCVI3 IHEEGAIMIER, PCV20 &1 PPSV23 & A IfLiE
BT o7, WRIZHT 2 PPSV23 HREDO M FMEDRREN Th 57, ARIEITIX PCV20 #HFET 25 7t
LT, SRBRITERZEREL, BRI OV TRNT2LERH 5.

F—U—R: ASTEMERT D —RIERERE, BRI, I, Bk 2,

TERE20MM At A ERE R AT 7 -

(FE=)

MR 2RRBIC & 2 BE )T 5 TR Y
A4 K742 2024) TiE, EBHEEOHD 2 Ll E
O/ LT 23 [l HE AR R ERE D 7 5
(PPSV23) OBMEEFEHESE S LTV D D ARFT
1%, 2024 48 H /B IERE 20 MR ERE R AT D 7
F > (PCV20) % BMEEFEIZH WD Z L3 AIHEE 72
S0, BRTIIWTHhoU 7 F o 28R4 50T
DWNWTHA RT7A ORI, il 2 DR
DIFRERL T 7 F > DREMEZ IR U722 23 5 £ Bifi D
BCHRAT2HENRDDH. A, LR 13 liRER
EfsAamR Y 7 F 2 (PCVI13) OEMBEZFEET
WS, U 7 F IR E A HLIETR 00 15 B i 28 BR A Ik
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410, BRIFFR T 7 F o 3 [E, 4 EAV 7 F 2 4
Fl, BCG V7T, aX A )VAYU 7T 2[H,
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AR ER RN

[iin %] [ER]
WBC 11270 /uL AST 26 U/L PT 11.6 sec
RBC 536X 10* /uL ALT 7 UL APTT 32.9 sec
Hb 14.0 g/dL LDH 252 U/L Fib 767 mg/dL
Plt 47.5X10* /uLL Ch-E 648 U/L D-dimer 2.4 pg/mL

TG 173 mg/dL [x ]

[4:1k] T-cho 447 mg/dL IbE= 1.020
Na 136 mEq/L CRP 0.08 mg/dL pH 7.5
K 4.6 mEg/L Cc3 136 mg/dL s=H 4+
Cl 107 mEq/L C4 20 mg/dL w i +
Ca 8.0 mg/dL CHS0 45 U/mL RBC <1 /HPF
TP 3.5 g/dL IsG 319 mg/dL WBC 1-4 /HPF
Alb 1.0 g/dL. IgA 79 mg/dL Pro/Cre 27.6 g/gCre
BUN 16 mg/dL IeM 98 mg/dL B2MG/Cre 0.43 pg/mgCre
UA 3.9 mg/dL ANA <40 & Na 13 mEq/L
Cre 0.21 mg/dL Anti-dsDNA Ab <10 U/L K 260 mEq/L
Cys-C 0.72 mg/L PR3-ANCA Ab <1.0 U/mL UN 179.4 mg/dL
p2ZMG 1.6 pg/mL MPO-ANCA Ab <1.0 U/mL Cre 111.8 mg/dL

ARt 8 HAl, REBMNIEOFREIZK W=, ABE2 H
A, BRMET L, iRBRECEARRE M.
ABE 1 HRETORICIEN:A 1 [ElH -7, BH HEAR
R 2oICHiEEZ =2 L, * 7 n—BiEfi 4
Beb Y BN Stz

HRFT R, -

& 88.6cm (+0.5SD), {AHE 15.9kg (+3.3SD),
RFEmFE 0.57m?, IfiF 90/70 mmHg, k¥ 119 /min,
R 37.1°C. ERBEC PR Z Hl & U 72 IR M
EROT-. WHEEFR IR L, RHKERZ L, BlSpED
JEE 72 U, MR 1398 COMES 72 L, JERRIEoSON
W CHOTMN, WEN L, EIRCE BRI o7z,
BT A (F1) :

MikkAE T, K7 V7 2 UIE, oL AT
~/vﬁu{“%: &, BHERBIZIER Tho7-. JRIRE T

EH (4+), ¥ (=), Pro/Cre27.6 g/gCre, RBC
<umwk%§ FUR AR, BERERE D FTRITR
Mol T X EET iﬁ@7k IR0, I
B A CITME P, BN PRI EK 2RO 7.
TaEedm (X1) -

WIFE DR 7 0 —BREERE & 2 L, EERE
WL T L F=Y 1> (PSL) 30 mg/day (2
mg/kg/day) Eik, Y E U X E—/L 75 mg/day (5
mg/kg/day) PUARIC X DA BG L7z, ABT 4 H
HIZ 38.6°COFEN, JEIE DR 2~ 7=, HPPT A
& U TR BRI MER AN IRR D 2 v o 7223, i
4T WBC 27940 /uL, CRP6.55mg/dL & RIES D

EREZRBOL. ERART, WS 1 EH o7,
H R IR A C R i o0 SR B, DD

MEARDBE SN R ORK & L TIHETES S

R DAV, L TERA R & o TV 72 Dl
PERERER O R REME N B W E B 2 72 KBV ETH
STl DIEEZR 2 Wi L, Jill{ﬁziJ-%*ﬁﬁi%Bkﬁrﬂ?&
W27+ 2%V 0BG, MIEET VT
RFIE 7o I ROBEEEE HITo72. ﬁ%mlﬁ’i
U728, MG DS 11.6 B CtE L 72 W Gram
Yett s C Gram BGPEEREE 2 B Sz 7o, N
av A v EEMLE. £ D%, Streptococcus
pneumoniae & [FIE S, HANEZ MERARE R 2 2 R
LCT eV v 3 g/day (200 mg/kg/day) T de-
escalation L, 7t 2 M OREFIRE G2 L0 IREE
SEE LTz,

PSL 52 K W IREAITEAD L, ABE 13 HHIZ
X7 0 —VBREGREHI SRR L. IEOUGE L
R&IZ PSL ZWNARICEID B A, FURAEIER KT
L7z ABE 18 H BIZIBPFEE L, ARIBHICHAT L.
TRIEBAIET: 29 H H225 PSL 20 mg (1.3 mg/kg/day)
b B #5120 L, 1R¥EBRIATZ 56 H BIZ PSL #&5-
BT L L. $%A, IPD O®ERLTH DI EEREE
WFZERT L Y, It &7z Spneumoniae D HFEIMLIE
BE T15B/C) Tholo @& shi.

(B

AIEFNZ T 5, FRERE D 27 F > OB MR D
WIS ZRET D LT, FiRERERYGED Y 27 L&
U0 F L DEMME & et A LT

X7 v —BIERERIZ R RS 2 50 248
1L 2-17%E &b 99, JEIRKITEE RS PHET
HDHN, 7 0 —BREGERECEE O MR -CIR M X5
PHIEIC X DIERO ATREME S B 0, HEICABI D X 95 72
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CRP (G

(mg/dL) 1A|b+furosemide (°C)

8 39

6 38

4 37

2 36

0 35

FRPro/Cre (g/gCr)

40

20

0 S —

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 (A)

B 1 AEER

PSL : prednisolone, CTX : cefotaxime sodium, ABPC : ampicillin sodium, VCM : vancomycin hydrochloride

PO IRTITEERINREECH 5. £z, JFRMEIERER
DZWHTITZR) LT KBS B AN LE Th 503,
AJEF]TITER N B DR ED D72 < BAITE
24T D Z & DNl LA Bra Lz, Loy
L, 2, %, TRMEofEk, ® 7 v —BREEREC
X B KETRRIRIE A B & 2 TR 2 BE L, /MR
AR FVIC ERETH D 3 mL O 2 £ L il
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Case Report

A Case of Nephrotic Syndrome with Primary Peritonitis Caused by
Streptococcus pneumoniae Serotype 15B/C

Department of Pediatrics, Hamamatsu University School of Medicine
Ayana KAWANISHI, Ryoichi KITAGATA, Hiroshi UCHIDA, Isao MIYAIRI

An additional dose of the 23-valent pneumococcal polysaccharide vaccine (PPSV23) is
recommended for children with underlying medical conditions. However, since August 2024,
vaccination with the 20-valent pneumococcal conjugate vaccine (PCV20) has also become available for
the same indication in Japan. Currently, there are no guideline recommendations regarding vaccine
selection, and the choice of vaccine is left to the discretion of the physician. A 2-year-old boy was
referred to our hospital with chief complaints of edema and lack of vitality. He was diagnosed with
nephrotic syndrome and started on steroid therapy. On the fourth day of admission, he developed fever,
abdominal pain, and vomiting. Blood culture revealed Streptococcus pneumoniae, leading to a diagnosis
of primary peritonitis. The patient was treated with antimicrobial agents for a total of two weeks. The
capsular serotype of S. pneumoniae identified in this case was “15B/C”, which is not included in PCV13
but is covered by both PCV20 and PPSV23. Due to the limited immunogenicity of PPSV23 in children,
we decided to vaccinate him with PCV20. Accumulating further cases and fostering discussions on
immunization recommendations will be critical moving forward.
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A preterm infant with congenital syphilis born to a mother who was
untreated during pregnancy: acute-phase complications and long-term
neurodevelopmental outcomes
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BRI A 2 e (A2
pH 7.332 PT-INR 2.35 Na 139 mEq/L
PaCO, 394 mmHg |Z47V/=%> 192 mgidl |K 42 mEq/L
Pa0, 385 mmHg D-dimer 1.7 pgidL | CI 104 mEq/L
HCO; 20.9 mEgq/L e Glu 60 mg/dL
BE -46 mEq/L |#EA 40 gL &
Lactate 78 mmolL |7ZNTIv 1.4 g/dL CRP 13.0 mg/dL
MmE AST 248 U/L 1gG 748 mg/dL
=]1i1E53 22,600 /pL ALT 32 UL IgA 14 mg/dL
Bk 196 X104 /uL LDH 2,352 U/L IgM 365 mg/dL
~EFAEY 71 gidL Beyrer 3.3 mg/dL RRHAE
~7bhoUy b 239 % EEEULEY 1.3 mg/dL | IERPR 256 15
/iR 3.6x10¢ /uL CK 271 U/L MmETPLA 7,728 U/mL
BUN 9 mg/dL | MEFTA-ABS IgM it
Cre 0.66 mg/dL

PT-INR, prothrombin time-international normalized ratio; RPR, rapid plasma regain; TPLA, Treponema pallidum latex agglutination;

FTA-ABS IgM, fluorescent treponemal antibody absorption IgM.
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=2 BESICHEITLI-HARERER

REEE i
B Mk 92 /uL
= 160 mg/dL
1 49 mg/dL
LDH 53 UL

WHIE L72. Bl 3 12IfiE TP Sk IgM (fluorescent
treponemal antibody absorption IgM : FTA-ABS IgM)
DIBGE &I U 7o ABet R R 1 AR 2 LR L
FiO, 38 X OVESMFZ Ml C & 770, Bl 5 ([CHRE
TX7z. £z, B S ITHIT LBERRE TIX, A
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7o, BEWREE IR CH o2, ASTEIZHER 11 ©
406 U/L % &' — 7 |Z TR 2788 7=, ALT X A
i s26 ERL, HE 11 © 194 UL 28 —27 2 F
M 2580 7. MEUALEEIZHE 6 @ 12.1
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|@E{70 SRS
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&3 SUFERKME S L TERSAE=ERBSOHEN

=& ERRBE HEGRE AR AmIRE Hb /M RER CRP REER Rin&  ABeR§ER IS Bk Bk
(RRE) Ga) (g B#s  (/ubL) (g/dL)  (x10*/uL) (mg/dL) REMR TR MEE EMERG EMERKE HBEAR
RPR 32f&
RPR 32f&
31 1423 0 20580 143 26 8.95  HMmMM 15/uL &M ABPC+CTX TPHA 1,280f% TPHA 5.120(E wL
ARED FTA-ABS IgM (+) i
(2019 BERE 31/ L RPR 256f& KPR 3265
38 2299 0 40,60 124 14.1 1425  TAE48mg/dL &M ABPC+CTX TPHA 20,480f% = L
TPHA 10,2401
RPR 215 FTA-ABS IgM (+)
E5¢:
& 3 219 0 24400 104 10.7 10.5 ;m; zii - //l;t It ABPCiCTX LT8R RPR 6afs L
(2019) ’ ’ ’ ’ ’ me TPHA 5,120 TPHA 5,120 ¢
RPR 2f%
Bt RPR 256f&% RPR 64f%
3 1,600 0 31,790 113 5.6 19.6 R eff ABPC+CTX aL
(2022) w it * TPHA (+) TPHA () ¢
3 .65
il 33 158 0 8510 11.8 9.1 9.65 ;[g iﬁln: //le_- fatt  ABPC+CTX ":s:blire){ RPR (+) #nl
(2022) ' g : ' : N TPHA 20,4801 *
RPR (+) FTA-ABS IgM (+)
Shahi £HA 110 mg/dL
(2022) BE  FRH 0 22000 T 5 10 VDRL 32x et PCG+CTX VDRL 8f& VDRL 16f& L
TPHA (+)
Iskandar Bikak 100 /uL VDRL 16f%
2,52 10.7 4.2 7.1 # ABPC+AMK R #
(2022) 38 520 0 56,000 0 3 VDRL (4) fat C+ TPHA 1,280 BREETH (+) L
RPR 256f%
MmERE 92 / L RPR 190f&
EEL) 38 1588 0 22,600 7.1 36 13 ; a ﬁf; //’; | st MEPMLVCM TPLA7728U/mL " 9{30 wm BL
mg FTA-ABS IgM (+) ’ "

ABPC, ampicillin sodium; CTX, cefotaxime sodium; PCG, benzylpenicillin potassium; AMK, amikacin sulfate; MEPM, meropenem
hydrate; VCM, vancomycin hydrochloride; RPR, rapid plasma regain; TPHA, treponema pallidum hemagglutination; TPAb, treponema
pallidum antibody; FTA-ABS IgM, fluorescent treponemal antibody absorption IgM; VDRL, venereal disease research laboratory; TPLA,
Treponema pallidum latex agglutination.
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Case Report

A preterm infant with congenital syphilis born to a mother who was
untreated during pregnancy: acute-phase complications and long-term
neurodevelopmental outcomes

Department of Neonatology, Shizuoka Children’s Hospital
Yuya ASAI Yohei KODAMA, Norihiro ASANUMA, Reiji NAKANO

Untreated maternal syphilis during pregnancy increases the risk of intrauterine fetal death, stillbirth,
neonatal death, and preterm birth. Approximately 15% of infants born to untreated pregnant women
develop symptoms or findings of congenital syphilis; however, there are few reports on its diverse
complications and long-term neurodevelopmental outcomes. The patient was a female infant born at 33
weeks and 4 days of gestation, with a birth weight of 1,584 g. The infant developed signs of sepsis and
persistent pulmonary hypertension of the newborn, requiring intensive care, including antibiotic therapy
and inhaled nitric oxide treatment. Born to an untreated mother, the infant was diagnosed with congenital
syphilis based on physical and radiological findings and serological tests and was treated with
benzylpenicillin potassium at 50,000 units/kg/day for 10 days. Brain MRI and automated auditory
brainstem response testing showed no abnormalities. While developmental assessments up to the
corrected age of three years revealed no significant delays, an intelligence test at five years of
chronological age indicated a mild intellectual disability with an 1Q of 78.

This report discusses the acute-phase complications and neurodevelopmental outcomes of this case
in relation to congenital syphilis, with a review of the relevant literature.
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